RARUS

KYPHAJI OB OPOAHHBIX 3ABOJIEBAHMAX
17120201
WWW.RARE-DISEASES.RU

HACAEACTBEHHbIE

AMETA AEYUT =7\ F =
HACAEACTBEHHDIE BOAE3HM & S SISl £ 1 BMTAMUHDI
" _— e U KO®AKTOPbI
MOMOrAIOT ®EPMEHTAM

CMELMAAUIUPOBAHHOE
AEYEBHOE MUTAHME:
3AKOHOAATEABCTBO

)
MACCOBbIV CKPUHUHI

HOBOPOMAEHHbIX:
HOBbIE TOPU30OHTDI

DenunkeToHypus © TupoanHemusi ® HapywieHWsi OKUCNEHUS XUPHBIX KUCNOT ¢ OpraHuyeckue auupypuun



PELKAA TANTEPEA

&

Bcepoccuiickoe
obuiecTeo
opdaHHbIX
3abonesaHuin

No 17

«1 MYCTb HALUW AETW — "APYIUE", HO Mbl O[1JHA CEMbAl U NIOEUM NX»

MyxammagHabu — 10 net, MyxammaagmaHcyp - 6 net, Ymap - 2 roga

Tpoe n3 HaWwKWX YeTBepbiX AeTel cTpanaloT Taxenon bonesHblo. Cnaboctb
He No3BOoNSeT UM UIPaTb C APYTUMK, TPYAHO XOAWUTb, AedopMauus pyk MellaeT
[epXaTtb NOXKY...

[MycTb HawK geTn — «Apyrue», HO Mbl OfHA CeMbsa U MoOMUM nx.

¥ MyxammanHabu nobpoe cepgue v orpoMHoe TepneHdue, od miobut dytbon
W wawkn. Myxammagmadcyp — niobonbiTHEIW, cnagkoexka n oboxaeT
MyNeTOUNbMBL. YMap Bcerga rotos NoMoYs Mo gomy, yenekaercs
KOHCTPYMPOBaHWEM.

Bcem xenaem niobwuTh gpyroro yenoBeka TAKWUM, KAKOW OH ecTbl»

Baxodyp , omey

caxapugos
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Hpuna MacHuxosa,
npedcedame.ns Npas.1eHUS
Bcepoccuiickozo o6wecmea
pedxux (opgparnwvix)
3aboaesanuit (BOO3)

Examepuna 3axaposa,
0.m.1., npodheccop,
npedcedamenv IKCnepmHo20
coeema BOO3

Jloporue fpy3ba! ITOT HOMep O-
CBAIIEH HACJIEJCTBEHHBIM GOJIE3HIM
oOMeHa BelecTB — OOJIBIION rpyIIie
penkux 6osie3Heii. IMeHHO A1 Ta-
KHUX HACJIEZICTBEHHBIX 3200/ I€BAHU M
€037aHO 6OJIBIIIE BCETO METO/IOB Te-
pamnuu, a Ha HeKOTOpble U3 6osIe3Hen
Jla’Ke MPOBOIUTCST MACCOBBIH CKPH-
HUHT HOBOPO3K/IEHHBIX.

ITosiByIeHHE 3TOTO KJ1acca OoJsie3Heln
YyeJIoBeKa JaTUPyeTcst 1908 rozioMm,
KOT/Ia 3aMevaTebHBIN Bpay 1 O1Oo-
XUMUK Apunbasbz Fappoy onmcan
60J1e3HD «AJIKAIITOHYPHUS» U ITOKa-
3aJI, UTO CyIIECTBYET CBA3H MEXKY
OTpe/ie/IEHHBIM OHOXUMUYECKUM
HapyIIeHHeM U KJIHHUYECKUMU IPO-
SIBJIEHUSIMU 0OJIE3HU, U DT HapyIIle-
HUs HacseAyTcs. Celiuac U3BECTHO
yake 60Jtee 1000 pa3InIHBIX GOPM
HapylIeHni oOMeHa BellecTB, U IPo-
JTOJI’KAETCSA OTKPBITHE HOBBIX.

Bce 83aumocsa3aHo,

Ha k/IMHUYeCcKOM YPOBHE JUarHOCTUPOBATh 3TH O0JIE3HU
OYeHb CJI0KHO: OHU YMEIOT MaCKHUPOBAThCA MO 6oJiee
vacTele 3a001eBaHUA — UHDEKIUIO, IETCKUH 1lepebpastb-
HBII MapaJind, 3ITUJIETICHIO, TeNaTuT. MBI paccKkakeMm
IIPO OJTHO U3 TAKUX 3a00I€BAHUI — THPO3UHEMUIO THII I,
KOTOpas MOKET IPOTEKATh IO/l MACKOH rermaTuTa uiu
paxura.

BoJipiiast yacTh HOMepa MOCBSAIIEHA OJHOM U3 CaMBbIX
M3BECTHBIX ¥ YACTBIX HACJIEACTBEHHBIX 00JIe3HeH oOMeHa
BemecTB — penmikeronypuu (PKY). Ito sierenziapHoe
3aboJieBaHMe, C KOTOPOro Hayaiach U HCTOPHS JUETOTE-
panuy HaCJIeICTBEHHbIX 60IE3HEHN, U MACCOBOTO CKPH-
HUHTA HOBOPOXKJEHHBIX Ha pejikue 60sie3Hu. Ceroms Ha
@OKY TecTUPYIOT MJIAJIEHIEB IIPAKTUYECKH BO BCEM MUPE,
U C IEPBBIX J{HEN )KU3HU UM HA3HAYAIOT JUETOTEPATIUIO.
A HeJIaBHO MOSBUJINCH JIEKAPCTBEHHBIE TPEIApaThI, M0-
3BOJISIONINE 3HAYUTEHHO YIYUIIUTH KAYECTBO KU3HU
GOJIbHBIX.

TCepowu Hatero HoMepa — MaUEHTHI U UX POJIUTEIH, PYKO-
BOZUTEIIH OOIIIECTBEHHBIX OPraHMU3aIHUH, KOTOPBIE I10-
MOTAIOT B OUTBE ¢ peZIkuMu 3abosieBaHusIMU. Bbl HaliieTe
Ha CTPAHMIAX KyPHAJIA HHTEPBBIO C IKCIIEPTAMH, A eIlle
COBETHI IICUX0JIOTa, KOTOPBIE OYAYyT IOJIE3HBI BCEM BHE
3aBUCHUMOCTH OT IUAaTHO3A.

OnHOM U3 OOPBIX TPAUITUI CTAJIN 3APUCOBKHU O 3aMe-
YaTeJIPHBIX YUEHBIX, IOJBIKHUKAX MEAUITUHEL. B aTOM
HOMepe OyzeT pacckas o TeX, KTo oTKpbL1 PKY, npuayman
TIepPBbIE TECTHI IO JUATHOCTHUKE U 0O0CHOBAJI TIOXO/TbI

K JIeYeHUI0 00y1e3HU. VICTOpUS 3TUX OTKPHITUH HEpa3-
PBIBHO CBsI3aHA C CEMbSIMU MMALIUEHTOB, KOTOPHIE SBJISA-
IOTCS TJIABHBIMU JIBUTATEJISIMU O€CKOHEUHOTO IIpoIiecca
TIO3HAHUSA U IOCTPOEHUS HOBOTO B MeIUIIHHE.

ITomMH# 0 IPOIILJIOM, MBI TOBOPHM H 0 OyayiieMm. HaunHa-
€M CepHI0 MyOIuKaIui o OyayiemM MeaquilnHbl. HeMHOTO
opaccy:kJjaeM 0 BpeMeHH, B KOTOPOM IJIaBHOH HayKOH
CTaHET FeHEeTHKA, a aHAJIN3 TocsenoBarenbHocT JJTHK
OKaKeTCs TAaKOH JKe DyTUHHOU JUAarHOCTHUKOM, KaK Cero-
Hs OIpe/iesieHne reMoriobrnna. IToroBopum o OyayIrem,
KOTOpOE y3Ke OJIM3KO U B KOTOPOM /1JIsI GOJIBIIIETO YHCIIa
60J1e3HeN, B TOM YHUCJIE U PEIKUX, OYAYT CO3/1aHBI METOBI
Tepaluy, yUeHble HayuaTCcs «UCIPaBJIATh» TeHBI, KOPPeK-
THPOBATh MeTa00INYECKHE IPOIIECCHI C TIOMOIIBI0 MaJIBIX
MoJiekys1. I oueHb BaKHO, YTO HAIMEHT U Bpad OyAyT
MapTHepaMu, KOTOPBIE CTAHYT JIEUUTh 60J1e3HU coobIal
JIro6uM cBOMX OJIMBKUX, yBaxkaeM ce0s1 U 006s3aTeIbHO
CMOTPHUM BIEPEJ — C YBEPEHHOCTHIO U HA/IEXKI0H.

3AIMTABHOE

Penxue
(opdanusbie)
3a00JIeBaHUA
(anaa. rare
disease, orphan
disease) 3arparu-
BAIOT HEOOJIBIIY IO
YacTh MOMyJIs-
nuu. Muorue
SIBJISIIOTCS
reHeTHYeCKIMU
U COIIPOBOK/IAIOT
YyesIoBeKa

BCIO JKM3Hb

opdaHHBIX
3a60s1eBaHUN
3a(PUKCUPOBAHO
B MUpe

— KXY He-
JIEJTIO B MEVIIIVH-
CKOU JINTEpAType
OIIKCHIBAETCS

B CpeJiHEM IIATh
HOBBIX PEIKUX
6ose3Hei

— CTOJIBKO POCCH-
STH, TI0 Pa3HBIM JKC-
MIEPTHBIM OLIEHKAM,
IeHCTBUTEJILHO
HAaXOUTCS B 30HE
penkux 6ose3Hen

Of0
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3ATNABHOE

Wpuna MACHUKOBA,

ExaTtepuna 3axapoBa

Bce B3auMocCBA3aHO, BCE B3aH-
MOCBA3aHBbI

OTKPbITbIW BOMPOC

Cepreii Kyues, nupextop ®PI'BHY
«MeauKO-TeHETUYECKHU I Hay YHBIH
IIEHTP», [JIaBHbIN BHENITATHHIA CITE-
uuanuct Munszpasa PO o megu-
IUHCKOU reHETHUKE

BazxHa kaxkjgasa MUHYTA

CLLEHAPUHN

Exarepuna 3axapoBa, J1.M.H., mpodec-
COp, MEJIUIINHCKUY TeHETHK
PasMbINLIEHHU S 0 MEAUI{HE
Oyaymero, komopotil euje Hem, HO
Komopas yxce paoom

e
-
COBbITUE
«Penkue cyapobl. ’KusHp v Ha-
aeskaa»

Bwvicmaska 8 nap.aameHme cmanaa
MeCcmom mopaiecms u Hyaec

TEMA HOMEPA

opus 00HO1l cembll
nb0a Ha yallle BECOB

HABysinkni AHyc — UTpbl
TUpO3UHeMuu Tul I
3aboesaHue 1e2ko nepenymains

¢ dpyeumu. Ho 0a5 mex, Kmo ycnewHo

npeuwen duasHocmuyeckyro Oduccero,
ce200H . yHce ecmb mepanus

Hapyiuenue cuaresa .
JKE€JTUHBIX KHUCJIOT

«[Ingauryimue yesoBeyKn»

Boaesnb I'enmunzmona npuxodum
3AMEMHO, X8amaem Kpenko

No 17
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& PECYPCbl

~ bausko,
~ la He YKyCHUIllb
JleuebHoe numa-
HUe — 8adxcHaA
yacmy mepanuu
049 MHO2UX Nna-
eHIMNo8 C Op-
{HbIMU 3a00-

Hoevlil Meduanpoexkm
«Pedkasa bubauomexa» no-

3604UM NOAYHUMD KaAYe-
cmeeHHY10 uHdopmayuro
0 pedxux 601e3HAX

a )
< OMbIT BE3 rPAHML

\J
1 ‘Op(l)a.]-IHI‘!I/I‘LMI/Ip CTPOMT .
‘7101{/[ BOHJAUH: 9%

KAPTA HOMERA 1 5

S0

HAYYHASl TEMA

«3HaHHE — 3TO CMUPEHHE»
AcbvepH Deanure npeodonen ceoro
60.1e3Hb U cenan HayuHOe OMKPbL-
mue, komopoe no ceit OeHb cnacaem
moblcsvu demetl

86,

AYLEBHBLIE CUJIbl
Ilcuxonoe Jlapuca Ilvicbsinosa:
«3aech ropas3ao 00JIbIIE JIIDOBU»

D4

OBLLLEE IENO

B mapJamMeHT JOCTaBUJIM CTpa-
Terun4eCcKNui UrpynieYHbIH 3anac
Jlobpoe 0eno 066e0uHUNO CenbCKUX

U CTNOAUHHDBLX WKOABHUKO8, 8payetl,
obuecmeeHHUKO8 U 3YOHO20 8pava

‘ Bcepoccuiickoe
obuectso
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Cepezeit Kyues,

Jupexmop PI'BHY «Meoduxo-
2eHemuuecKuilt HaY4HbsLil
yeHmp», 2Aa6HLBLIL BHEWMaM-
Hblitl cneyuaaucm Munsodpasa
P®d no meduyuHckoii cenHemu-
ke, 0.M.H., npodieccop, waeH-
koppecnondeum PAH

«Hanpasaenue
0ONOAHUMEAbHBIX
2ocyodapcmeeHHbIX
cpedcme 8ajxcHoO

He MOoAbKO Ha
./len%pcmee}moe
obecneueHue,

HO U HA PAHHI010
duazHocmukxy. Mut oueHbw
Hadeemcsa, Hmo 4acmbs
cpedcmse, komopule

c 2021 200a 0ONOAHU-
MeAbHO 8bL0eAAVMCA HA
peodxue 60ae3HU, OyYydem
sK./ouamsv U 3ampamaul
HA MAccoBwvlil CKPUHUHZ
HOBOPONHCOCHHBLX»

BaccHa

No 17

Ka)xaas
MUHYMA

CaMBbIii TpaBUJIBHBIN MTO/IXO/T K TTIOMO-
¥ TaUeHTaM ¢ peIKuMu 60J1e3H -
MU — paHHss MOCTAHOBKA IMArHO3a,
Ha JOKJIMHHYecKoH ctaguu. U sTo
BO3MOKHO C IIOMOIIIBI0 COBPEMEHHBIX
TEXHOJIOTUH CKPUHUHTA HOBOPOJK-
JIeHHBIX. PeasibHO M HEOOXOIMMO BhI-
SIBUTH 3a00JIeBaHUE U Cpa3y HA4YaTh
JleyeHune, YTo0bl N30eKaTh TAMKEIBIX
OCJIOKHEHHH.

BceM U3BECTHBIN IpUMEP — Mac-
COBBIYA CKPUHUHT HOBOPOXKJIEHHBIX
Ha GEHUIJIKETOHYPHUIO. YIKe C 1970-X
roZI0B B MUpe U ¢ 1980-x rozios B Poc-
CUM TAKOH METOZ, I03BOJIAET AeTAM

¢ (peHUIKEeTOHY pHel pacTy U pa3BH-
BaThCs COBEPIIIEHHO HOPMaJIbHO. [To-
3TOMY BblJI€JICHHUE NOIIOJTHUTEIbHBIX
roCyapCTBEHHBIX CPEZCTB BAXKHO

HE TOJIBKO Ha JIEKapCTBEHHOE 00e-
credenue (3T0, KOHEYHO, OCHOBHbBIE
Pacxojibl), HO ¥ Ha PAHHIOIO ra-
THOCTHKY. MBI OU€HDb HAJIEEMCS, UTO
YacTbhb CPpEACTB, KOTOPHBIE C 2021 roga
JAOIIOJIHUTEJIBPHO BBIACIAIOTCA HA
penkue 60sie3HH, Oy/IeT BKIOYATh

U 3aTpaThl HA MaCCOBBIM CKDUHUHT
HOBOPOX/IEHHBIX.

Ecsizt roBOpUTh PO Te 3a060JIeBaHUA,
Ha KOTOpPbI€ CKPDUHHUHT JOJIXKE€H OBITH
pacuIupeH, 3To, KOHEYHO, HaCJIe -
CcTBeHHbIE 00JIe3HH OOMEHA BEIECTB,
JIJIsI KOTOPBIX CYIECTBYET JieuebHoe
nurtanue. llesecoobpaseH CKPUHUHT
Ha UMMYHOZAE(QUIIUTHI, CIHHAb-
HYIO MBIIIIEYHYI0 aTpoduio, 601e3Hb
ITomme, Mmykonoucaxapuios I tuma.
Oco60e BHIMaHUE HY>KHO 00paTUTh
Ha 60JIe3HH, 715 KOTOPBIX IIPUHIIH-
[MaJbHbl PAHHA AUATHOCTHKA U Ha-
YaJsio Tepanuy. B HEKOTOPBIX cTpaHax
TaKOHW CKPUHUHT y2Ke BHEJIPEH, IIPO-
BOAUTCHA, IPUYEM BECbMaA YyCIIEIITHO.

Ba)KHO, 4TOOBI AUAarHoCTHUKa U Jie-
YEeHHUE ABUTAJIUCh BMECTE. Ceituac

JIMarHOCTUYECKHE BO3MOXKHOCTH
onepexaroT jeueOnsle. [IpakTuye-
CKH HET TaKOTO HACJIEACTBEHHOTO
3aboJieBaHMA, KOTOPOE MbI B Poccun
He MOTIJIH OBl [MarHOCTHPOBATh.

A BOT JIeUeHHE MOKA CYIECTBYET JIs
OUY€Hb OTPAHUYEHHOTO KpyTa peji-
KKx 0oJsie3Heit. OueHb XkKaJjib, KOTJa
€CTh BO3MOXKHOCTD JIEUeHU A, HO OHA
yiyiieHa. CpoKy Havasia Tepain
MPUHI[AIHAIBHO BasKHbI. Kak mpu-
Mep — HacJIeICTBEHHbIE 60JIe3HU 00-
MeHa: eCJIU JUATHO3 YCTAHABIUBAIOT
B IIEPBBIE THU KU3HU, MOXKHO HAYaTh
JINeTOTEPAINNIO, TPAKTHYeCKU u3be-
JKaTh OCHOBHBIX OCJIOXKHEHHUH U cIia-
CTH COTHHU JIETCKUX KA3HEH.

s Takux 60Jie3HEH, KAK MYKOIIO-
aucaxapuzos I Tumna, cymecTsyeT
BO3MOXKHOCTbH TPAHCIJIAHTALIUH
reMOII03THYECKUX KJIETOK, HO ee
HY?KHO BBIIIOJIHUTH BOBPEMA, /10
JIByXJIETHETO BO3pacTa, YTOObI He
IIPOU30IIIN HeoOpaTuMble U3MEHe-
HUSA CO CTOPOHBI HEDBHOU CHUCTEMBI.
A npu uMMyHOepHUIUTAX IETH
MOTYT B JII000H MOMEHT IIOTUOHYTh
Ha QoHe UHGPEKITUU UJIH TT0CIe
IIpOBeIeHU S BaKIIUHAIUH, IIO9TOMY
PaHHSAA AUAaTHOCTHKA CIIaceT ThI-
CAYYU NanueHToB. Y KOoHeYHO, 4TO
kacaeTcs 6oJ1e3HeH, A1 KOTOPBIX
pa3paboTaHbl TAKHE HHHOBAIIHOH-
HBIE [TO/IXO/BI, KAK TeHOTepanus
niu (pepMeHTHAS 3aMeCTUTeIbHAA
Tepanusd, AUArHOCTHKA C IePBBIX
HeJleJIb )KU3HU — e/JUHCTBEHHBIN
IYTh K IPAKTUYECKH [TOJTHOMY U3-
JIeYeHUIO.

ITosTOMY MMEHHO ceiidac, Koraa
rOCyZIapCTBO YAEJAET CTOJIbKO BHH-
MaHuA OpdaHHBIM 3a60I€BAHUAM
U IOMOTAeT B TEPAIUH, HYKHO I1a-
PaJsLiesIbHO PelIaTh BOIIPOCHI O Mac-
COBOM CKPHUHHUHTE HOBOPOXKEHHBIX
Ha 5T OOJIe3HU. !
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ITpakxmuuecku Hem maxkoz20 Ha-

credcmeeHHoz20 3aboaesaHun,

Komopoe mvt 6 Poccuu ne mozau
0bt duazHocmuposams. A gom
JAeueHue noka cywecmeyem oas
OUeHb 02PAHUUEHHO20 KpYy2a
pedxux 6oae3neit

OJIbrA

BALUKMPOBA,

Mmama nayuenma
¢ geHukemoHypuetl

32

Panvwe Y Hac ewe 603HUKaAAU
nepeﬁou Cc aexapcmeom u amu-
HOKUCAOMHOIL cMecsbrlo, nomomy

umo nokynaau 3a ceoit cuem.
Ho 6 cayuae Hawez2o 3a6oae-
6aHuA, ecAu mepanus He No-
cmynaem 8ogpems, 3mo camoe
cmpawnoe

WPUHA
BUTKOBCKAS,
3amecmumens
2/1a8H020 8pava
Mopososckotl

S

TMOON HOMEPA | 77

EKATEPUHA
3AXAPOBA,
0.M.H., npogeccop,
MeduyuHeKuil
2eHemux

Pa3mvuuaerHusn o meduyuHe
O0yodywez0, KOMoOpoil ewye Hem,
HO Komopas yice paoom

TATbSIHA
BYLWIYEBA,
sedywyuil HayuHbwLl
compyoHuk OIAY
«HMHI] 300posbs
Jemeii»
Munucmepcmsa
30pasooxpaHeHus
Poccuu, 0.M.H.

Ecmwb npo6aema 6 pooumeas-
CKOM OMHOUIeHUU, €CAU CEMbS
ncuxo.ao02uvecku He zomoesa,
uymo y pe6enka 6ydem ogopmae-
Ha uHeaaudHOCMb, yecmampuea-
em 8 3Mmom HeKOmopy1o ywepo-
HOCMb, YyUWeMAeHHOCMb C80e20
pebdenxa

( JIAPUCA
NMbIXbAHOBA,
neuxonoz demckozo

xocnuca «/[om

C MAAKOM», K.NCX.H.

O6cyscoarom udero nepesoda Ha
dedeparvunlii yposens ecex 3a-
KYnok 011 nayueHmos ¢ pedkumu
3aboaesarnuamu. bBesycaoeno,
015 1eKapcmeeHHbIX Npena-

pamoe amo kpaiine 8aicHO, HO
8 cayuae ¢ 1eueOHbIM NUInaHuem
MO2Yym 803HUKHYMb NPOO.AEMbL

demckoil
2opodckoil
KAUHUYECKOlL

60AbHUYDL, K.M.H.

Ecau npu maxom cocmosHuu pe-
6enxa e3pocavte 6yoym deaams
6u0d, WMo Hu“e20 He npoucxooum
u éce sameuameasbHO, Mo

Yy peGeHra 603HUKHYIM JuUcCco-
HaMc, 06uda, Hmo e20 0o MaMbvl-
eaom, a npoucxooum wmo-mo
cmpawHoe
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CUEHAPUI

PasmbuuneHus
0 MeouuuHe

KOmopoll
ewe Hem,
HO KOmopas

y)Xe psaaom
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Examepuna 3axaposa,
0.m.H., npogheccop,
MeQUYUHCKULL 2eHemUK

3a guarsosoM — B Google: HecMOTpA HA
PHCKH ¥ MUHYCHI, HEIPO(deCCHOHAIbHAA
JIMarHOCTHKA Oy/ieT HabupaTb 060POTHI

Ha nomo1np Bpauy 6y1eT IPUXOIAUTH BCE
GoJIbIIIE ¥ OOJIBIIE CIIeUaIbHBIX IHa-
THOCTUYECKUX IPOrPAMM U aJITOPUTMOB.
OmuboK B 1Mardo3e CTaHeT MEHbIIe

JlucTaHIIMOHHbBIE KOHCYJIbTALlUU CTAHY T
HY>KHBI HE TOJIBKO /171 IUarHo3a, HO
W 17151 JIeYeHUsI, peabuIuTanum

PASMBILLTTEH O MEOVUWHE BYAYLLIETO

/JluasHnos uepes xauk, 8pauu-pobomuol,
uszobpemeHue mabaemxu 042 00HO20
nauyuexma. Kaxoii cmanem meduyuHa Ho8020
gexa? Cmoz2ym au spaqu 6u6ims 8ce20a
JdobOpbiMU, NAUUEHIMbL — CAMOCIMOAIMEAbHbIMU,
YUHOBHUKU — cepOeuHbIMU, d HAYKA —
cmpemumenvHoli? Hyxcen au Ham udea1vHblil
yenosex? U nouemy max HYXcHbl «0CoOble»?

XWPYPT B CYNEPOUYKAX N APYTUE
NPUKNIOYEHNA MEQULIUHDI
3ABTPALUHEIO AHA

Ha mamux mrazax MegunuHa mpeob-
pasyetcsi, OHa ITIePECTAET OBITH OT-
JleJIbHON HayKOW-UCKYCCTBOM, B HEH
Pa3BUBAIOTCSA HOBBIE HAIPABJIEHU A,
HaxopAIIrecs Ha CThIKE CIeI[Halb-
HocTell. [IpruMeHeHUe MUKPOAATYU-
KOB, pOOOTOB-XUPYProB, METUIIMH-
CKUX T'a/I’KETOB U KOMITBIOTEPHBIX
MIPOrPaMM AMAarHOCTUKYU CTAHOBUTCS
IIPUBBIYHBIM CPEICTBOM OPTaHHU3a-
uu JeuebHoro mpoiiecca. Xupypr

B CyIepPOYKaX, I03BOJIAIIIUX BUETh
cocy/ibl... 'eHeTHK, TPOBEPSAIOIIUT
CHMIITOMBI HACJIEZICTBEHHOTO 3a-
OosieBaHuUA B 6ase JaHHBIX... Kapau-
0JIOT, TTOJTY YAl IUCTAHIINOHHO
JIaHHBIE 0 COCTOSTHUU cepAua... [la

U caMU IaIeHThl, KoJlecAalne 110
npocropaM CeTH B IIOMCKAaX BEPHO-
ro AuarHosa... Bce aTo gparMeHTsl
u3 Oy/y1mero, KOTOpoe y2Ke pszioM

C HAMH.

WHTEPHET, MOBWJIbHBIE NMPUJIOXKE-
HUA N OPYTME <HOBbIE AWATHOCTDI»

Ceiiuac uaTEepHET-pecypcsl Google
u PubMed siBnsitorest, noxkamnyi, Hau-
60J1ee TONyJIsIPHBIMU TOMCKOBBIMH
cepBucaMu 11 Bpadeit. C ux mo-
MOIIIBIO BPaYX MOTYT HAUTH JIIOObIE
Hay4HBIE ITyOJINKAIUH 110 OIIpesie-
JIEHHOU TeMe, CAUThl, IOCBSIIEHHbIE
3abosieBaHU0. EJUHCTBEHHOE Tpe-
6oBaHUeE — BJIaJIEHUE AHTJTUUCKUM
SI3BIKOM, XOTSI OHJIAHH-TIEPEBOYUKH
IIOMOTAIOT PELINUTH U 3TY IIPOBIIEMY.

B ogHOM M3 HcciefoBaHUM OBIJIO 10~
Ka3aHO, 4TO YCIIEIIHOCTD JUarHOCTH-
KU JIJI Bpaya [IPY UCII0JIb30BaHUH
Google B kauecTBe €JUHCTBEHHOTO
WHCTPYMEHTA MOUCKA JUarHo3a B Ha-
6ope 13 26 TECTOBBIX CJIyUYaeB CO-
craBJissia npubausuteasHo 58% (!).

Bpauu — He eZlUHCTBEHHBIE, KTO
HCIOJIb3YET MHTEPHET JIJIs1 AUATHO-
ctuku. Hampumep, 35% B3pOCbIX
aMepHuKaHIeB obpararoTcsa k Bee-
MHPHOH CETH JIJId IIOKCKA TNAarHo3a,
IIPUYEM JIOBOJIBHO ycrenrHo. 13 rex,
KTO IOJTyYUJI OHJIAaWH-TNAaTHO3, 46%
MIPUIILJIY K Bpauy cO CBOUMU Pe3yJIib-
TaTaMUu, U YIUBUTEJIbHO, HO Y 41%
U3 HUX HalgeHHbIH B CeTu [uartHos
noaTBepauicsa. KoneuHo, rakas
CaMOJIMaTHOCTHUKA MOXKET IPUBECTU
K CTPECCOBBIM CUTYAITUAM U ITOJIY-
YyeHHas MeJIUIIMHCKasI nHDOopMaIUs
MOZKET ObITh HEBEPHO UHTEPIIPETH-
poBaHa, HO, HPABUTCS 3TO WUJIU HET,
HenpodeccuoHaabHasA JUATHOCTU-
Ka — 9TO ABJIeHUe, KOTOPOe, BepOsT-
HO, CTAHET Bce 0oJiee MOy 1A PHbIM
B OJIM>KAMIINE TOMBI.

B Gyayiiiem Ha TOMOIIb Bpady OyayT
IIPUXOAUTH Bce Ooible U OosIbIe
CHeIUaTbHbIX TUATHOCTUUECKUX
MIpoOrpaMM U aJITOPUTMOB. Y2Ke
celfuac ecTb 0coOble TPUJIOKEHU S,
MIO3BOJISIONIYE PACIIO3HABATH Pa3-
JINYHBIE PEJKUE CUHAPOMBI, KOTOPHIE
UMEIOT BHENITHIE 0COOEHHOCTH.
MOKHO 03KUJIaTh, UTO YUCJIO Bpaued-
HBIX OIINOOK Ha CTa/IUU TOCTAHOBKU
JuarHosa OymeT MeHbIIle, TaK Kak
KOJINYECTBO TAKUX PECYPCOB PACTET.
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Collaagees Foum

[vICTT = [ ]

IIpuMepbl AMATHOCTUYECKHX
IPUJIOKEHUH JJIA peAKUX 00JIe3HeH

o mpoekTt Phenomizer ais
HacJIeICTBEHHbBIX 3a00IeBaHUI
compbio.charite.de/phenomizer
o SimulConsult simulconsult.com
o WebMD symptoms webmd.com

o POSSUM www.possum.net.au

o JIoHZIOHCKAST MEeIUIIMHCKAsI 6a3a
maHabIX www.Imdatabases.com

o faceagene https://www.face2gene.com

Bmecme ¢ epavuom
nayueHm npuHumaem
peweHue, 3a komopoe

mooice Hecem
omeemcmeeHHOCMb

Kpowme Toro, y Bpaueil mosBiseTcA
BO3MOXKHOCTH OOCY3K/IEHUS CIJIOKHBIX
CJIYYaeB C KOJIJIETAaMH U3 IPYTUX
MEIUIMHCKUX YUPEKISHU N yepes
pa3JIUYHbIE CEPBUCHI OOIEHM I, HA-
uynHasg oT «Ckaina» 1 3aKaHUYKMBas
«TenemMe gUIITHOL ».

KOHCYJIbTALUA B BUPTYAJIE

KoneuHO, HET TAKUX OT/AETHHBIX
OTpacJied, KaK «TeJIeTeHETUKa» WU
«TesieopdaHnka», Ho B Poccun teste-
MeJIUITUHCKHE KOHCUIUYMBI ITPOXO0-
JUSIT y2Ke BO BCeX KPYITHBIX (peiepainb-
HBIX IIEHTPAaX U Bpa4yu U3 J0060ro
peruoHa MOTyT IOJIYYUTh KOHCYJIb-
TAIHIO 10 PA3HBIM HATIPABJIEHUSIM,

B TOM YHCJIE U TI0 PEAKUM OOJIE3HAM.
TpeboBaHUs K KaHAJIAM Iepejaun
nHdopMaIuu 0codble (OHU TOJIZKHBI
OBITH 3alUIIEHBI, TAK KAK PeYb UJET
00 OYeHb JINYHBIX JIAHHBIX, ITPE/I-
CTaBJISAIOMINX METUITUHCKYIO TalHY),
¥ 3TU KOHCYJIBTAI[UY TPOBOJSITCS

B PEXKIUMe «Bpad — Bpau».

Ilo pesynbraTam onpoca Beepoc-
CUHCKOI'0 COI03a MallMEeHTOB OHOU
W3 CAMBIX BOCTPEOOBAHHBIX YCIIYT
JLJ1s TAIIEHTOB SABJISIETCS ObI-

CTpOE MOJIyJYeHNEe BTOPOT'0 MHEHU A

Yy KOMIIETEHTHOT'O IOKTOPA C IIeJIbI0
YTOYHEHU A IUarHO3a U KOPPEeKIIUU
cXeMbl Ha3HaYeHHOI0 JIeUeH N .
’KenaTtenbHO, 4YTOOBI 3TO OBLI Bpayd
u3 denepaabHOro y3KOnpopuabHOTo
IeHTpa (TaKoii IeHTP Ha CTPaHY, KaK
MIPaBUJIO, OZIMH, U OH HEOOs13aTEJIbHO
pacmoJiaraercsi B ropo/ie aiyuenHTa).

Pa3BuTHe TeJeMeJUIUHCKUX KOH-
CyJIbTal[iil y HAC HaYaJI0Ch OU€Hb aK-
TUBHO, OTYaCTU 3TOMY CIIOCOOCTBO-
BaJia U CUTyaIus ¢ TaHIEMUEH, TaK
KaK Ha IJIAHOBYIO TOCIIMTAIN3AI[HAIO
MHOT'HE IEHTPHI ObLIN 3aKPHITHL. To,
YTO 3TO HAIIpaBJIEHUE CTAHET KpaliHe
MOMYJIIPHBIM U BOCTPEGOBAHHBIM

B Oyy1iemM, HET COMHEHUH. JlucTaH-
[[MOHHBIE KOHCY/IBTAIINHU OYAYT HY K-
HBI HE TOJILKO Ha CTaJUU II0CTAHOBKU
JMarHo3a, HO U B IIPOIIECCe JIEUEH U ST
U peabuIuTaIuH.

B Hupnepianzax, HaipuMep, yxe
CO37]aHBbI NIJIaT(OPMBI JIJIS AUCTAH-
IIMOHHOTO MOHUTOPHHTA COCTOAHUA
3710pOBbA. Bpau U nanueHT MOryT

No 17

KCII0JIH30BATh ATU MJIAT(POPMBI

C MTOMOII[bI0 KOMIBIOTEPA, IJIaHIIe-
Ta niau cmaprgoHa. C 60JbHBIMU
B3aMMO/IEUCTBYIOT C IIOMOIIBIO I[H(D-
POBBIX OIIPOCOB, 00y JAIONINX BUJIEO,
a Tak)Ke TaKUX YCTPOUMCTB, KakK 1ud-
POBBIE BEChI, MAHKETHBIN TOHOMETD,
MYJIbCOKCUMETD, TJIIOKOMETP U JIPY-
rux uyzec. IIlpu HeobXoquMocTu
Ha3HAYAIOTCS BUJIEOKOHCYJIBTAIIU S
WJIM CeaHC BUJIEOpeabuINTALNH.

B Hupnepiagzax y»ke yepes 1ojaropa
ro/1a UCIIOJIb30BAHUA TAKOTO CEPBHU-
ca 6110 3aUKCUPOBAHO 3aMETHOE
yMeHbIIIEHHE 3aTPy3KH Ha Bpadei
Ipy HaOJIIO/IEHN Y 33 TallHeHTaMH

C CEP/IEYHOU HEJI0CTATOYHOCTHIO, U T
M3 HUX, KTO HabJII0/1aIcA OHJIANH,
peke momnaas B O0JIBHUILY.

KOHe‘IHO, HpI/IMeHEHI/Ie BCEX 3TUX
HOBIIIECTB TPEOYET U OT MAI[HEHTOB
OTIpeIeIEHHOTO YPOBHSI 3HAHUH

1 HABBIKOB, a TaAK>XK€ OTBETCTBEHHO-
CTH 32 COOJTIOZIEHNE PEKOMEH AU,

MALMEHT HOBOr0 ®OPMATA

MBZI.TIBHHO, HO U3MEHAIOTCA B3aUMO-
OTHOILIEHUA MEX /Yy Bpa4yoOM U I1a-
IUEHTOM, OHU CTAHOBATCA IIPAKTHU-
YE€CKHU PABHOIIPpABHBIMMU, U ITAIITUEHT
BMeECTE C Bpa4yOM IIPUHUMAET UHOT A
JAOBOJIBHO CJIOKHbBIE PEIIEHHUA OTHO-
CHUTEJIBHO BI)I60pa CXEMbI JIEUECHH A.

B MeMIIHCKOM TeHeTHKe yKe JaBHO
IIPUHATA MO/IEJIb «HEAUPEKTUBHOIO»
KOHCYJIBTUPOBaHUsA. DTO 3HAUUT,

YTO Bpayd 00bACHAET MAIIUEHTY BCe
PHUCKHU ¥ BO3MOXKHOCTH UX U30€eKaTh
WJIM CHU3UTH, & IAIUEeHT UJIN CEMbS
IIPUHUMAIOT pellleHne, KaK UM Jiei-
cTBOBaTh. Jl71 IpeHaTaaIbHOH Aua-
THOCTUKY, HAIIpUMeP, MOXKeT ObITh
TOJIBKO JJaHa UHGOpMalnuA — KaKk OHa
MIPOBOJIUTCA, KAKHE €CTh OCJIOXKHE-
HUSA U PUCKU. A TPOBOIUTH €€ UJIN
HeT U TeM OoJiee IPUHUMATH pellle-
HUYe O IPEPBIBAaHUY UJIN COXPAaHEHUHU
0GepeMEHHOCTH — TO PelleHHE HC-
KJIIOYUTEIbHO CEMBHU.

3a J1o/IrHe oAb BCe MIPUBBIKJIU K OT-
HOIIIEHUIO C BPAYOM KaK C MYAPBIM
OTI[OM HJIM 3a00TIMBON MaTEPHIO:
YTO CKaXyT, TO MBI U Oy/ieM JieJ1aTh,
TaK KaK POAUTEIN Jydliie pebeH-

Ka 3HAIOT, UTO Oy/IeT eMy II0JIE3HO,

RARUS PEJKHUE BOJIE3HU B POCCUU

WWW.RARE-DISEASES.RU

No 17

a yto BpeAHO. IIpu TakoM THIEe
B3aUMOOTHOIIEHUH MAIIUEHT SIBJIS-
ercs GUTypol HeCaMOCTOSITEILHOH,
HECTIOCOOHOH MPUHUMAThH MOJTHOLIEH-
HbIE PelIeHUs] OTHOCUTEIFHO CBOETO
3710pOBbA U JieueHuA. HoBas sTuKa
MeJTUITUHCKON TIOMOIIN U3MEHSIeT-
CcsI: TENEPh TO JPYyTHe OTHOIIEHW S,

B KOTOPBIX AIIIEHT IOHUMAET BCe
IJTIOCHI 1 MUHYCHI [IP€/]JIaraeMoi
Tepaluy U IPUHUMAET BMECTE C Bpa-
YOM pelleHue, 32 KOTOPOE OH TOXKe
HECEeT OTBETCTBEHHOCTD.

Ho, KoHEeYHO, Bpay He MOXET IIOJIHO-
CTBIO TIepe/iaTh Opas bl yIIpaBJIeHUA
JIeYEeHNEM TIAIUEHTY — B MEAUI[UHE
OyAyIIEero T0JIKeH ObITH COOITIOIEH
MPUHIKII PA3YMHOTO COUETAHUA
MapTHEPCKUX B3aUMOOTHOIIEHUN
Bpay — HAI[UEHT.

APYrou BPAY W IPYTON CTYAEHT

Kpome Toro 4to Bpad B IIEPCIIEKTHBE
OyzmeT cHAGKeH BCAKUMU TaJ[PKeTaMu
¥ IIPOrPaMMaMH JIJIs1 IUCTAHITNOH-
HOTO OOIIEHNS U KOHCYJIFTUPOBAHUS,
0H, 6€3yCJIOBHO, TOJI’KEH MOJIy4aTh
«HOBOEe» 00pa3oBaHUE.

Bo3mokHO, B By3aXx IIOABATCA HOBbBIE
MeIJUITHNHCKHUE CIIenuaJIbHOCTHU —

PASVBILLTEH/S O MEOVUMHE BYOYLUETO | 11

KapAUOTeHEeTHK, 0 TaTbMOTE€HETHK,
CITEIIUAJIUCT 10 00PabOTKe reHEeTH-
YecKMX JaHHBIX. ['eHeTHKa cTaHeT
Ba’KHOU JUCHUIIINHOM, U JII0O0KH
Bpau CMOXKET pa30upaThCs B TeHe-
TUYECKOM TEPMUHOJIOTUH U 3HATH
6a30Bbl€ IPUHITUATIBI JUATHOCTUKH
HacJIeICTBEHHBIX 00JIe3Hel U aHa -
3a TeHOMa, IIOCKOJIbKY Ha OCHOBaHUU
TE€HETUYECKUX JAaHHBIX MOXKHO Oy/IeT
6oJiee TOYHO TPOTHO3UPOBATH Pa3-
BUTHE 3a00I€BaHUM ¥ Ha3HAYATH
JIEKapCTBEHHbBIE IIPENapaThl.

B obpaszoBaHuu OyAyIuX Bpauei Bce
GOJIBIIIYIO POJIb CTAHYT UT'PATh TEX-
HOJIOTHU C BUPTYaJIbHOH peajIbHO-
CTBHI0, MEJTUKY HAYHYT U3Y4aTh aHa-
TOMHIO Ha BUPTYaJIbHBIX O0BEKTAX,

a He B aHATOMHUYKAaX, COTHU YUeOHbBIX
TOMOB OyAyT peo6pa3oBaHbl B BUP-
TyaJibHble 3D-pelieHus u MoJeu

C UCHOJIb30BAaHUEM JOIIOIHEHHOMN
peasbHOCTH.

AOPOrUE TECTbI CTAHYT NPMBUIIETU-
EWN KAXKAO0ro

HccemoBaHue 5K30Ma 1 TeHOMAa
CerogHa — OJHO U3 HOHy.TI}IprIX
HaIlpaBJIEHUH HE TOJIBKO B HAYUHBIX
J1abOpaTOPHUSIX, HO U B IPAKTHUUECKOH
MeIuIIMHE. Y2Ke ceiiuac mpecKasbl-

Iosieamcesn
HOBble
MeduuuHcKue
cneuyua.abHo-
cmu — kapouo-
2eHemuxk,
opmaavmoze-
Hemux,
cneyua.aucm
no oopaéomke
2eHemuueckux
OaHHbBIX

ITudpoBble BeChl, MaHXKETHBIH TOHOMETD,
MyJILCOKCHMETP, IIIOKOMETP U ZIpyTHe
gyzmeca

VR-aHnatomus 6€3 aHATOMHUYKHU

CTpeMI/ITe]II)HOG CHHKE€HHUE CTOUMOCTH
TE€CTOB HAa CEKBEHHPOBAaHNE HOBOTO I10-
KOJICHHU A
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I'enemuuecxue
mecmuwl 6e3
KOHCYAbmauuu
spaua 6yoym
Haoupamov
o6opomuwt. Ho
amo

a6.neHue

0080 1HLHO
ONACHO 0N
nauueHma

U cemvpl

BAIOT CTPEMUTEJILHOE CHUKEHUE CTO-
HMOCTH TECTOB Ha CEKBEHHUPOBAHUE
HOBOT'O ITIOKOJIEHU A, TO €CTh «IIOYH-
TaTh 10 OyKBaM» r€HETUYECKYIO UH-
dopmaruio 6yeT npoiiie u Jielienie.
ITH TECTHI CTAHYT OCHOBHBIMH JIJIsI
JIMAarHOCTHKU HACJIE[ICTBEHHBIX

Y OHKOJIOTMYECKUX 3a00JIEBAHUM, UX
HUHTEpHIpeTaguAM HAYHYT IIOMOTraTh
cIienMajbHble IPOrpaMMbl, ¥ Bpady
IpeacTouT BbI6I/IpaTI> us3 Haﬁ,l[eHHbIX
BapHaHTOB reHOB HauboJiee moj-
XOSIIKE K KJIMHHYECKOU CUMIITO-
MaTHKE U HAIPaBJIATH MAIUEHTa Ha
JOIIOJIHUTEJIbHBIC UHAWBU/YyaJ/JIbHbIE
TECTBI, YTOOBI OKOHYATETHHO YCTAHO-
BUTH JHUAT'HO3.

B Poccun HauaJstachk OJITOXKIaHHA A
IepecTporKa 1o BHEJAPEHUIO TeHETHU-
KU B MEJUITUHCKYIO IIPAKTUKY: MOJIe-
KYJISIDHO-TEHETHYECKOE TECTUPOBA-
HY€ OHKOJIOTUUYECKHX 3200 IeBaHui
Oy/ZieT OIJIaYUBAThCS U3 CUCTEMBI
OMC (06s13aT€/IbHOI0 MEIUIIAHCKO-
r0 CTPaXOBaHU), B HOMEHKJIATYPeE
MEUITUHCKHUX YCIIYT MOSIBUTCS BCE
60JIbIIIe TEHETUYECKUX TECTOB U OY-
JIyT MOATOTOBJIEHBI TPABUJIA IS
MPOBEJIEHU T MOJIEKYJISIPHO-TE€HETH -
YeCcKUX UCCIeloBaHu B Poccuiickoi
Oenepanuu.

KcraTu, y»xe ceffuac co3/1aHO MHOTO
KOMMepUYEeCKUX KOMIAHUH, IPeIo-
CTaBJISIOIIUX TEHETUYECKHUE TECTHI
HAaNPAMYIO KJINEHTY, 63 KOHCYJIb-
Taluuy Bpaya. ITO sIBJIEHUE, PACIIPO-
CTPaHAACH 110 BCEMY MUY, Oy/IerT,
MMO-BUAUMOMY, HaOHUPaTh 0OOPOTHI,
HO HeOOXO/IIMO IOHNUMATh, UTO 3TO
JIOBOJIBHO OIIACHO, TAK KaK IICHXO-
JIOTHYECKUH CTPECC OT HEBEPHOTO
IIOHUMAaHU A TOJTyIeHHON HHpOpMa-
[N MOXKET HAHECTU BpeJ MallEHTY
Y HETAaTHUBHO OTPA3UThHCS HA B3ANMO-
OTHOILIEHUSX B ceMbe. O0s13aTeIbHO
BpadY /10 U IIOCJIE IPOBEJIEHN I TeHe-
THYECKOT'O TECTUPOBAHU S JIOJIXKEH
MIOTOBOPUTH C CEMbEU U 00BSCHUTH
OKU/JIAHUA U Pe3yJIbTaThl TeHeTHYe-
CKOT0 ucciieiopaHus. B Ascrpanuy,
HaIpuMep, IPOBE/ICHUE reHeTHYe-
CKHX TECTOB, IIPEJIJIOKEHHBIX HAIIPS-
MYIO KJIMEHTY, 3aIIpeIIeHO.

Tax>ke y4eHble U MeJIUKU I0BOJIBHO
CKENTHYECKH OTHOCATCS K TaK HAa3bI-
BaeMOH pa3BJieKaTeJIbHOM reHeTHKe,
KOT/Ia IIp€eJIjIaraloTcs TeCTHI ¢ HU3KOH
CTENeHbI0 3HAYNMOCTH (IIPOBEPUTH
UX JIOCTOBEPHOCTH JIOBOJIBHO CJIOXKHO),
KOTOPBbIE IKOOBI IIPEJICKA3BIBAIOT,
KaKHUM BHJIOM CIIOpPTA JIyd4Ille 3aHU-
MaThcs pebeHKy, OyIeT U OH yUEHBIM
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WJTH KaKOB MIPOIIEHT y BaC UCIIAHCKOH
HJIA KATAACKON «KPOBU» U T. II.

MACCOBBI CKPUHUHT HOBOPOX-
AEHHLIX U TECTUPOBAHME HA
HOCUTENbCTBO

B HEKOTOPBIX CTPaHAX HOBOPOXK/IE€H-
HBIX 00CIEZYIOT Ha JIECATKU PEIKUX
0oJ1e3HeMH, 171 KOTOPBIX C IIEPBBIX
JUHEH :KU3HHU BO3MOKHO HAYAJIO JIeue-
HUsA, YTOOBI IPEIOTBPATUTH PA3BUTHE
CHMIITOMOB. BOJIBIIMHCTBO U3 HUX —
HacJIe/ICTBEHHBIE 60J1e3HN 00MeHa
BEIIECTB, HO TAKJKe 5TO BPOXK/IEHHBIE
UMMYyHOAeDUIUTHI, 60Ie3HU KPOBU
(TayacceMus, CEpIOBUAHO-KIJIETOIHASA
aHeMusi). B HEKOTOPBIX cTpaHax yiKe
HavyaJIy IPOBOAUTH TECTUPOBAHUE Ha
JIN30COMHBIe 60JIe3HU HAKOIIJIEHNU ],
CIMHAJIFHYI0 MBIIIEYHYIO aTPOdUIO,
azipeHoserikoaucTpoduio. B ckopom
OyZyIieM MbI CMOXKEM IIPAKTHYECKHT
BCEX HOBOPOXK/IEHHBIX IPOBEPATH HA
GOJIBIIIMHCTBO U3BECTHBIX HACTIE -
CTBEHHBIX O0JIE3HEN.

ToJIbKO BO3MOKHOCTH TECTUPOBAHMUS
U pa3pabOTKU JIEKAPCTB IPOUCXOIAT
HEPaBHOMEPHO: 60J1e3Hel, 17151 KO-
TOPBIX CYLIECTBYET JIeUeH e, KpaiiHe
MaJIo [0 CPAaBHEHUIO C YHUCIIOM 3a60-

JIeBaHUH, Ha KOTOPbIe MOXKHO IIPO-
BeCTH CKPUHUHT. O6IIeCTBO AOIKHO
NIPUHATH pellleHNe, KAKKE TECTHI U Ha
Kakue 60JIE3HH CJIeIyeT IPOBOJUTD
B IIepBYyI0 ouepeab. Hanmpumep, cie-
JIyeT JIX TECTUPOBATh Ha 60JIe3HY,
JULA KOTOPBIX IIOKA HeT JieueHus?
Hy>xHo 111 TpoBepATH Ha 3a00J1eBa-
HUs, IEPBBIE CHMIITOMBI KOTOPBIX
MIPOABJIAIOTCA Ha BTOPOM-YETBEPTOM
JEeCATUIETUH KU3HU?

ATO He TaKue IIPOCThIE BOIIPOCHI, KaK
Ka’keTCAa Ha HepBbIﬁ B3IVIAMO.

HY)XHO JIn IMLIATD LWAHCA
«0COB0ro» PEBEHKA

EcTb 1 Apyrue BOmpockl, OTBETOB Ha
KOTOpBIE TI0Ka HET U KOTOPBIE TI0Ka
HerOCTI)I, TaK e KaKk u TeCTI/IpO-
BaHMe Ha HOCUTEJIbCTBO OOJIE3HEN.
C 01HO¥ CTOPOHBI, IPOXO/IA TECT HA
HOCHUTEJIbCTBO HACJIEACTBEHHOTO
3a00JIeBaHU S, YEJIOBEK 0Ty YAET
“HGOPMAIIHMIO O BO3MOKHBIX PH-
CKax pOXKJIeHUs 00JIBHOTO peOeHKa,
¥ GOJIBIIIMHCTBO CEMEMHBIX TIap Mpo-
BeJIeT IMAarHOCTHUKY, YTOOBI POJTUTH
370pOoBbIX AeTeil. Ho ecthb 60s1e3HH,
KOTOPBIE y2Ke ceiiuac XOpOIIIo Jiedar-
cs1, HarrpuMep (peHUIKeTOHY PHs,

Ipaxmuuecku
ecex HOBO-
POHCOCHHBLX
MOINICHO Oydem
nposepums HA
0oAbUWUHCIMBO
Hac.1e0CMmeeM-
Hblx 00.e3Hell,
HO o0wecmaeo
00 ICHO
nNpuUHAMLB
peweHue,
Kaxkue mecmbwl
caedyem
nposooumu

6 nepay1ro
ouepeosv
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Ecyu yesioBe4eCTBO HAYHET BHIOUPATH
TOJIBKO 3/I0POBBIX, HE TIOTEPSIET JIU OHO
B FreHUAX?

Ocoowlii
peodeHok
cnocooeM
npoX@cums

Cc pedoxum
3adoo0.esaHuem
OAUHHYI0

Uu eno.He
cuacmausyiro
HCU3HDL

6oJte3ub lorite, repunuT GUOTUHU-
Jla3bl, TasakTo3emMus. Eciu nua-
THO3 YCTAHOBJIEH OBICTPO U BOBPEMS
HA4aTo JiedeHune, 3TU JeTH, a IIOTOM
B3POCJIbIE IPAKTUYECKH 3/IOPOBBI.
A y HEKOTOPBIX (HallpuMep, MATKHE
dopmebl 60s1e3nu Totiie) 601€3HL MO-
JKET BOOOIIIE HE MPOSIBUTHCS BILIOTH
JI0 IIPEKJIOHHOT'O BO3PAaCTa.

Hy»xHo 11 TecTUPOBATH HA BTU
3a00JIeBaHUS 3apaHee UJIH JIyUIIe
IIPOBEPUTH pebeHKa cpasy mocJie
poxxzaenus? VcnyranHas ceMedHas
1apa, IoJIy4YuB HHPOPMALIHIO O CTa-
Tyce HOCUTEJIbCTBA, MOXKET JlaKe
paccTaThCA UM IPUHATH peleHne

0 IIPOBE/IEHU Y IIPEHATAIBHOM /INa-
THOCTHKY U IIpepBaTh OepeMeHHOCTb,
XOTs1 peOeHOK, POK/IEHHBIN B 3TOM
Opake, CIIOCOOEH IIPOXKUTH C PEAKUM,
HO KypabeJIbHbBIM, IO AAI0IIIMC
Tepanuu, 3ab0JIeBaHUEM JJTUHHYIO

Y BIIOJIHE CYACTJIMBYIO XKU3Hb.

Kpowme Toro, ectb 601€3HU, KOTOPHIE
T03BOJIAIOT Y€JIOBEKY CTATh B UEM-TO
abCoJTIOTHO YHUKAJIBHBIM. Hampu-
Mep, TeHeTUYECKO€e OTKJIOHEHHE
MOKET UMETh OTHUM U3 Pe3YJITaTOB
MIOBBIIIIEHHYI0 THOKOCTH CYyCTaBOB,
JITMHHBIE TaJIBIBI, BBICOKUH POCT, HO
YTO-TO COIPSI?KEHO C PUCKOM ITaTOJI0-
THUU CEPAEYHO-COCYUCTON CUCTEMBI.
Ecsiu yesioBeuecTBO HaYHET BHIOU-
paTh TOJBKO 3/I0POBBIX, HE IOTEPSIET
JIV OHO B TeHU X U JIIOJAX C YHUKAJIb-
HBIMU crioco0HOoCTAMU? ECTh HAJL
YeM IO/IyMaThb...

OP®AHHAS PEBONIOUMA: YIIBTPA-
PEAKME JIEKAPCTBA )11 O0AHOI0
MALMEHTA

TeMIIbI CO37]aHHUT HOBBIX IIpernapa-
TOB JIJIsl TEPATTNH OHKOJIOTHYECKUX,
opdaHHBIX 00JIE3HEH BO3PACTAIOT,

U TIpeX/ie Bcero bsiaropapsi pa3Bu-
THIO HOBBIX T€HETUUECKUX TEXHO-
JIOTHH — peIaKTHUPOBAHUIO T€HOMA,
reHorepanuu. MegunuHa CTPEMUTCS
CTaTh YJIbTPAIlEPCOHATU3UPOBAHHOM,
HaIpaBJIEHHON Ha KOHKPETHOTO Ia-
IMEHTA C KOHKPETHOU MyTaI[UeH.
CoBepIIIeHHO OIIEIOMJISIIOIIIE Pe-
3yJIBTATHI OBLIN ONy0JIMKOBAHbI He-
JIaBHO: JIJIs JIEUEHU s OJHOU u3 ¢hopM
HEHPOHAIIFHOTO IEPOUTHOTO JIUITIO-
dycrunHo3a (peskoe 3aboeBaHuE

No 17

HEPBHOH CUCTEMBI) yIEHBIMHU OBLII
paspaboTaH crenuaabHbIN IIpemna-
paT AJ14 KOHKPETHOro peGeHKa, ¥ OT
MOMEHTa JUarHOCTUKH /10 MOMEHTa
HavaJia TepPaIuy IIPOIILJIO BCETO
JIVIITH OKOJIO Toza!

B meiuiiuiHe OyyIIero 3To CTaHET
PYTHUHHOU IPAKTUKOU: HAIILJI MyTa-
1110, cpa3y pa3paboTasiu CUCTEMY, KaK
€€ KOPPEeKTUPOBaTh, U B JabopaTopun
CO3/1aJT1 UHANBUAYAIbHBINA Ipenapar
JU1s anyenTa. [Ipenapars! Oy1yT BiIU-
SITh Ha 9TUOJIOTHIO (IpUYKHYy 60J1e3-
HH), ¥ Bce OOJIbIIIEE YKCIIO JIEKAPCTB
CTaHET U3JIeUnBaTh 3a00JIeBaHuE, a He
IIPOCTO TOPMO3UTH €TI0 PA3BUTHE.

BPAY - NALUMEHT - OPTAHU3ATOP:
BbICOKME OTHOLUEHUA!

TepMUH «MYyJIBTHAVCIUILINHAPHBIN
MO/IX0/T», KAK IPABHUJIO, IPEII0JIara-
€T B3aNMO/IeHICTBUE Bpayel pa3HbIX
cnenuanpHocTell. Ho B Menuune
OyAyIlero B 3Ty KOMaHAy OyaeT BXO-
JIUTH U OPTaHU3aToP 3/ipPaBOOXpaHe-
HU1, KOTOPBIH JIOJIKEH OIITUMHU3UPO-
BaTh MEXaHU3M MOJIyYeHUsI TEPATTUH.
HMnepaTuBoM GyIyILIETO CTAHET TO,
YTO HE TOJIBKO ITAIIUEHT, Bpay, HO BCe
0e3 UCKJII0UeHUs yUaCTHUKU IIPOIIEC-
ca — OpraHu3aTophl, TEOPETHYECKa s
Y IPUKJIA/IHAsA HayKa, 3/I0POBbIE
JIFOTH, KOTOPBIX ATO, Ka3aJIoCh ObI, HE
Kacaercs, — OyIyT 10OMBaThCA, UTO-
65l steueHne cTaso bosnee 3 dexTus-
HBIM U BCEX MMAI[UEHTOB MOKHO GBLIO
ObI 00ecIIeunuTh HeOOXOAUMBIMU
npenaparamu. [Ipu 5ToM He mpemna-
PAaThI CTAHYT «IIOACTPANUBATHCI» MO/
3aKOHO/IATEJILCTBO, a 3AKOHO/IATEb-
CTBO OyZieT MEHATHCS 110]] THHOBAIIH-
OHHYIO MEJULIUHY.

OpraHu3aTop 37paBoOXpaHeHUs,
TPETUH KJIIOUEBOH UTPOK B KOMaH-
J1€, IOJIPKEH TaKIKe OBITh YEJTIOBEKOM
C APYTUM CO3HAHUEM: JIEJIATh BCE,
4yTOOBI JIT000€, Ka3aJ10Ch ObI HEBEPO-
SITHOE, HO »KU3HECIIacaolee, Jede-
HUE CTAHOBUJIOCH JOCTYITHBIM JIJIST
MAIMEHTa, yCTh TasKe JIJIST OHOTO-
€IMHCTBEHHOTO.

HY)KEH /I MAEANBHBIA YENOBEK

U1 HakoHel, B OyayieM Mbl OyiemM
BECTH I106aJIbHbIE IUCKYCCUH 10
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BOIIPOCaM, Ha KOTOPbIE HET ITPO-
CTBIX OTBETOB. DTO OYAyT BOIIPOCHI
panu yesoBeka. CMOXKeM JIK MbI 32
MONBITKAMU KUTh J0JIbIIIE 1 OBITH
6oJ1ee 3TOPOBBIMU HE MOTYOUTH

CBOIO 4eJIOBEYEeCKYIO0 YHUKAJIBbHOCTD?
Hy>kHo 11 HEIPEMEHHO UCIIPABJIATH
BCe, YTO MBI MOKeM UcIIpaBUTh? Kak
He IMOTEPATH 32 TEXHOJIOTUAMH Ue-
JIOBEUECKHE OTHOIIEHU S, B KOTOPBIX
MaIUeHT — He ITPOCTO MAIIIUHA JJIs
3arJyiaTeIBaHUA TabJIETOK, a Bpad — HE
IIPOCTO UCIOJHUTEIb KINHUYECKUX
pEeKOMeHIali, CTAaHIaPTOB U I10-
PSAJIKOB OKa3aHU S MeJIUIIMHCKON
IOMOIIU?

MepunuHa OyAyIero J0KHA CTATh
Jobpoii. OHa IOKHA YMETh CMOTPETD
B [VIa3a YeJIOBEKY, 0CO3HABATH U OX-
PaHATH €r0 UHANBUAYATBHOCTD U JIe-
YUTh €ro 3a00JIeBaHNE, HE CTAPasCh

PASMBILLTTEH O MEOVUWHE BYAYLLIETO

repeiesIaTh BCeX MO/ 30JI0TOMH, HUe-
aspHBIA cTaHAapT. OHA JOJIKHA CTaTh
obeperaroIred, IpoTATuBaTh PyKy II0-
MOIIIH, 3apaHee YIIPEKAATh PAa3BUTHE
60s1e3HU, THPOPMHUPOBATH O PUCKAX
¥ omacHoCTAX. M oHa oJKHa OBIThH

PAIOM IS KaXKI0TO BHE 3aBUCMOCTH

oT 60JIE3HU ¥ CTOMMOCTH JICYEHH .

BeposiTHee Bcero, B OIIpe/ieIeHHBIH
MOMEHT OKa’KeTCs BO3MOXKHBIM

¥ PEeJaKTUPOBAHUE YEJIOBEYECKOTO
reHOMa, YTOOBI U3MEHUTH BHEIII-
HOCTb, YEPTHI XapaKTepa, IpeJi-
PAaCIIOJIOKEHHOCTH K O0OJIE3HU ellle
BHYTpHUYyTpoOHO. HO Hy>KeH JIN TaKou
MeXaHUCTHUYECKUH ITOAXO0]T K CO3/1a-
HHUIO CAMOT0 YIUBUTEJIBHOTO JKHBOTO
cylecTBa — yesoBeka? He nmogmeHUuT
JIH 9TO c0o0O0I BeCh IEPBOHAYAIBHBIHN
3ambices? EcTh cMbICT TOAyMaTh
y?Ke CerofiHs...

NPEANOJIOXEHNA

OOpaTUBIIKCH B CITEIHAJIH-
3UPOBAHHBIN TEHETUYECKU T
LIEHTD, POAUTEH OyIYIIErO
pebeHKa ¢ IIOMOIIbIO BUPTY-
aJIbHOTO CUMYJISITOPa CMO-
TyT He TOJIbKO BbIOPATH MMOJT
¥ BHEITHOCTD CBOETO0 Yajia, HO
U TIOTIPOCUTh METUKOB pas3-
BUTH OIIpeZieIEHHbIE, 3210~
JKeHHbIEe TPHUPO/IOHN TAJTaHTHI.
Tak BOBHUKHYT JUHACTUU
TeHHAJIbHBIX XYI0KHUKOB,
mucaTeJiel, Bpauew, Crop-
TCMEHOB.

B onpeniesieHHBIN MOMEHT
OKaKeTCs BO3MOXKHBIM

U PeJaKTHPOBAHUE YEJIO-
BEUYECKOTO TeHOMa, YTOObI
U3MEHUTDH BHEITHOCTb, YEPTHI
XapakTepa, MpeapacIoJio-
JKEHHOCTD K OO0JIE3HU ele
BHYTpUyTpoOHO. Ho HyX)eH
JIA TAaKOH MEXaHUCTHYECKUI
MOZXOJT K CO3aHHI0 CAMO-
T'0 YIUBUTEJIHBHOTO KHUBOTO
cylecTBa — 4eJ0BeKa?

http://oppps.ru/kakoj-budet-medicina-cherez-100-let.html

Radu Dragusin, Paula Petcu, Christina Lioma, et al
Specialised tools are needed when searching the web
for rare disease diagnoses, Rare Diseases, doi:10.4161/

rdis.25001 (2013)

https://www.rbe.ru/opinions/society/23/11/2015/5652c9e
39a7947d8b630d9d3
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BbicTaBka
B MapJiaMeHTe
cTana MeCToM

TOPXKECTB W Yyaec
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Bcepoccuiickoe obuwecmaeo pedxux (opgaHHbLx)
3abonesaHuil (BOO3) emecme c Opyaumu obuiecmaeHHbIMU
opz2aHu3auusamu, GoHoamu u npu noddepicke Komumema
no oxpaHe 300poswvs I'ocyoapcmeernotil oymvt OC PD
0p2aHU308a.10 HOALWYHO CNEYUAALHYHO JOMOBLICMABKY
«Pedxue cyodvbwl. 2Kusmb u Hadexcoa». OHa nossoauna
cKasamov 8 nap.1ameHine CmpaHsl, Umo b6oavlue 8ce2o
80/1HYem ceMbU NAYUEHIMO08 U OPPHAHHYI OMpacav

@

B 11ieHTpe BBICTAaBKH OBIJIN UCTOPUU
0CODEHHBIX MAIUEHTOB, KOTOPHIE
CBOMM y4YaCTHEM B 3TOM COOBITHH,
BBICKA3aJIUCh 32 BCEX «PEJIKUX,
3HAUUTE/IbHAS YaCTh KOTOPBIX HAXO-
JIUTCS B OUeHDb HEIIPOCTOH CUTYAIUH.
ITarueHThI BKJIAIBIBAIOT B COITPOTHUB-
JeHue 60J1e3HU MHOTO CHUJI, CEMbHU Ta-
KUX JieTel — 06paser; caMOOTBEPKEH-
HOCTH U [IPEJJaHHOCTH. J[MarHOCThI

¥ Bpauu 00/1a/1aI0T CJI0KHBIMH 3HA-
HUSIMH U TPoGdECCUOHATIU3MOM, HO
elle Hy>KHO I1JIEY0 TeX, KTO MPUHHU-
MaeT pellleHust — 3aKOHO/IaTeIbHbIE,
OpraHu3aIMOHHbIE, (PUHAHCOBHIE,
BeAb opaHHAA OTPACIIH OTHOCH-
TEJIbHO HOBA — el Hy»KHBI HHHOBA-
IIMOHHbIE TEXHOJIOTUH U JIEKApPCTBa,
HCCJIeIOBAHUSA, THOKYUE PENIeHU

¥ XOpOIIlas OpraHu3aIfus.

OnHo U3 ujielt apT-coObITHS OBLIIO
pacckasaTbh 06 OCHOBHBIX IIPO0JIEMAX,
MPEZIJIOKUB OZTHOBPEMEHHO peliie-
Hus. JJ151 3TOTO BCe HO30JI0THH ObLH
O/IeJIEHBI Ha TPH IPYIIBL B mepByio
TI0TIaJIM IPUMEPHI 3a00I€BAaHUH, 110
KOTOPBIM CUTYALlH OTHOCHUTEJIBHO
6J1aronoIyYHast: MarueHThl IoJTyva-
0T JIEUeHUe, ¥ OHO (PUHAHCUPYETCSA
rOCyZapCcTBOM.

BTopyro 4acTh BHICTABKH IOCBSITH-
siu 60JIe3HAM, B JIEUEHUU KOTOPBIX,
HECMOTPsI Ha HAJIMYHe IPernaparos
Y TEXHOJIOTHi, €CTh TPY/{HOCTH.
Hanpuwmep, 3a duHaHCHPOBaHIe

OTBEYaEeT PETUOHAJIBHBIN OIOJIIKET,

a GUHAHCOB B HEM HEJIOCTATOYHO,

U POJIUTEJIAM MPUXOUTCS YEPES CY/T
OJIy4aTh JIEKAPCTBO.

TpeTbsi 4acTh BBICTABKHU — O CAMOH

CJIOKHOU T'PyIIIe, O 3a00IeBaHUAX,
10 KOTOPBIM JIEYeHU s HET, [aIueH-
TBI KAYT U300pETEHUS IIpenapaToB
U peIlleHsI MHOTHX JIPYTHX BOIIPO-
coB. OUueHb XKAYT — JOPOT KaXKAbIN

T'O/l, MECSIII, JIEHb.

E1ie ogHO# 0CO6EHHOCTBIO BBICTABKU
CTaJI SMOIIMOHAJIBHBIN pacckas (cTo-
PUTEJIJINHT) O T€X, KTO IIONAJ B 30HY
penxux 60e3Hed: 00 UX )XKU3HU U Oa-
pbepax, 0 JOCTUKEHHUAX U MEUTAX.
ITH MaJIeHbKHe UCTOPUH IT03BOJINIIN
YBU/IETh OOBIUHBIX ieTell. Pa3Be uTo
MeUTHI UX — CUJIbHee. U cTpemMaATes
OHH K HUM YIIOpHEe.

Kpacusble, ymHBIE, 106PBIE, OHU
OCTaBUJIH MTOKEJIAHWS B3POCJIBIM.
WX B TEKCTAX HAa IJIaKaTax [epeaasin
pOAUTENU AETEM.

OZHUM U3 CaMBIX TEIJIBIX MOMEHTOB
CTaJIo TO, 4YTO (OTOTEPOU COIIIN

¢ IIJIaKaToB B 3aJI. CEeMbU ¢ MaJIeHb-
KUMH IaIMeHTaMHU B JIeHb OTKPBITUA
BBICTaBKU Ipuexasnu B [ocaymy.

JemyTatsl 3/J0pOBaJINCh C HUMU 32
PYKY, IPUCA’KUBAJIUCH PAJIOM, pa3ro-
BapUBaJIU C MaMaMU U JJeTbMU.

INapadoxc
pedxocmu:
00.1e3HU pedxu,
a nauueHmul

C HUMU - MHO-
20UUCNCHHDL.

35 O man

Ye.no6ex
68 Mupe umerwm
maxue
3a00.1esaHun

boaee 50%
nauueHmos

C pedxumu
3a00.1esaHUus-
MU — demu
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80%

peoxux
0o.1e3Hell
umerom
2eHemuueckyro

npupooy

7./lem -

6 cpeoHeMm
CIMMOAbLKO
opdarHblil
nayuenm
JHcoem
NnOCMaMHo8KuU
JuazHo3a

B 2017 rogy co3iaH JKCIIEpTHBIH COBET
o peakuM (opdaHHBIM) 3260JI€BAHUAM
KOMUTETA II0 OXpaHe 3/10poBbs I'ocynap-
cTBeHHOU AyMbl. Ero ocHOBHast

3a/laua — pa3paboTKa CUCTEMHOT0
MIO/IXOZIa K PEIIEHUI0 TPO6IeEM PEIKUX
OoJie3Hell B HallIeH cTpaHe

He ob6omnock u 6e3 uyznec. [lenyrar
Tocnymer Opuit Ko63eB, y3Has,

YTO repoit BeicTaBku Kupuiit meu-
TaeT CTaTh aBUAKOHCTPYKTOPOM,
BEPHYJICS U3 KaOHUHETa C OTPOMHOM
Mo/ieJIbIo ruipocamosieta be-200.
Brisicamiiocs, uto HOpuit Kobses — u3
CeMbH aBUAKOHCTPYKTOPOB, KOTOPBIE
ydacTBOBaJIU B co3faHuu be-200.
Bot Takoi#t y Kupusisa nosBuics
TI0/IapOK U JIPYT — U TAKOU 3HAK Ha
JKU3HEHHOM ITyTHU.

...¥xe 1ocyie poTOKOPPeCIIOH/IEHThI
IMOMMAIOT B KaJIp JIIOZEN, KOTOPbIe
MIPOXO/SIT MUMO ILJIAKaTOB, OCTAHAB-
JIUBAIOTCS, YUTAIOT H... poTorpadu-
pytot. Kazasoch Obl, 3a4eM UM «3a-
6uBaTh» NaMsTh JUUHOTO TesaedoHa?
He Penun Beap u He IIIuimkuH. A 3TO
KOT/Ia «3aleluia» dysKas cyapoa

¥ TOTSIHYJIACh Ayiia. Jlymu — 3To
BeJlb He MUPKaKK U nopTdenu. Jlo-
OsIMe TYIIN BCETAA PAZOM.

MoskerT OBITh, yOHpast FPAHUIIbI, MBI
U HAy4HUMCA IPUHUMATD JPyTOro

TaK, KaK caMoro ceobsi. !

Texcm: Eaena 3asébaaosa

No 17

P. S. NOGANE BbICTABKKN

B 3a5BJIEHO, YTO Oy/AET IPO-
ZIOJI3KEH TIEPEBOJ] 3aKYIIOK
JIEKapCTB AJ1 OpaHHbBIX
601bHBIX HA deziepaTbHbIN
YDOBEHB;

B CTaJIO U3BECTHO O HAMEPEHU!
co3zarh defiepaIbHyIo IIPO-
rpaMMy U PECYPCHBIUA IIEHTP
0 PeAKUM 3a00IEBAHUSIM;

¥ HaYaJIoCh PEIIEHHE BOIPOCOB
10 OZHOM U3 CAMBIX CJI0XKHBIX
HO30JIOTUH — CIIMHAJILHOMI
MBIIIEYHOH aTpoduy;

m npesueHT Bnagumup Ilytua
NIPUHAJ pellleHue cpeficTBa
oT 1oBbIeHuA craBku HIADJI
€13 710 15% B OTHOILIEHUU
TEeX, YbY JIOXO/IbI IPEBBIIIAIOT
5 MJIH py0Jieii B rofi, Hampa-
BUTH Ha JIEUEHHUE JIETEU C Op-
danHbIMYU 32601€BAHUAMH.
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MOXEJNIAHWUA NALMEHTOB - YYACTHUKOB BbICTABKH

«YUTOoOBI 0 KaK/I0M 4eJIOBEKe Beerma

KTO-TO fyMaJ!»

2

—
«BceMm xesaio HaCTO}IH.Ieﬁ BEPbI

B bora, u Torna oH Bcerna OyzeT
pAAOM»

«3[I0pOBbSI U IOCTUKEHUS JOOPHIX
neyen!»

«YTOOBI MPHUAYMAaJIH JIEKAPCTBA OT
Bcex bosiesHei!»

«Bcem JoaM KeaeM KUTh 6e3
00JIH ¥ PUCKA, YTO Yy HUX B JIFOOOM
MOMEHT YTO-TO MOKET CJIOMAThCA!»

«BceM rkestaro Kpermkoro 3/[0pOBbs,

a elle HUKOI/Ia He MPOXOIUTH MUMO
JTIOZIEN, KOTOPBIE HYKJAAIOTCA B TIOMO-
1M, BeJb B )KMU3HU JI000r0 YyeJIoBeKa
OJTHAK TPl MOYKET BO3HUKHYTH CHUTY-
arus, Korjga MMEHHO Hallla [IOMOIIlhb
CTaHET, MOXKET ObITh, IOCIESHUM
IIAHCOM»

«Bcem kUTh MUpPOM!»

«YT0oOBI BCe eTH, JaXKe B CAMbIX
JlaJIEKUX yTOJIKaX, UMEJIN XOpolllee
JedyeHue!»

£ ]

«MBI JKeJ1aeM JIPYTUM JIIOJSM He
OIIEHUBATH YE€JIOBEKA 10 (PUBMUECKOM
KOMILJIEKITAH, BEJIb B KAXK0M Ma-
JIEHBPKOM Y€JIOBEKE — YHUKAJIbHBIH
noreHnuas. Kakoi Obl crieHapuii HA
BBIOpPAJI YEJIOBEK — IPOUTH uepes
oIepaIyy UK OCTATHCSA MaJIeHb-
KHUM, — ODIIECTBO JOJIZKHO 1aTh EMY
LIAHC COCTOATHCA»

&

B . e

Y

«YTOOBI BCE JIFOIN OBLITH JOOPBIME
¥ TOBOPUJIU TIPaB/y»

«He TepATH Bephl B uyzeca»

")

«/laBatiTe Bce Oy/ieM MIOMHUTb, YTO
MpoMeJIJIeHrEe MOKET IepedepPKHYTh
YBIO-TO OYEHb JJOPOTYIO KU3Hb»

«Bcewm 106pa u 310poBb!»

«JI10AM TOJI>KHEI JIIOOUTH APYT JIpyTa,
BeJb 3TO CaMoOe IJIaBHOEe»
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Kaotcowit oerw
npoafcueamb

Heobxoxumo
CO3/IaHUE MEK-
PEruoHaIbHBIX

LEHTPOB /I

paHHeH [uarHo-
CTUKH U JIEYEHU
penkux 6osye3Hen

Jlna npekpa-
1LIeHUsA «JIeKap-
CTBEHHOM MU-
rpanuu» HYKHO,
4TOOBI BCE
MaIUEHTHI C PeJI-
KHMH 00JIE3HAMU
UMeJIU paBHBIN
JIOCTYII K Tepa-
MY B PETHOHAX

IlepeBox puHAH-
CUPOBaHUA PeJi-
kux 6osie3Hel Ha
denepanbHbIN
YDPOBEHb II0-
3BOJIUT BCEM
ranveHTaM BHe
3aBUCUMOCTH OT
peruoHa npo-
JKMUBaHUSA UMETh
paBHBIN OCTYI
K COBpEMEHHOMY
JIEYEHHIO

No MakKCUMyMy

Umo pacckasviearom pooumetl 0 C80UX
demsx? Ce200HA Mbl NpedcmasuM HECKO1bKO
MUKpoucmopuil 0 0emsx-y4acmuuxax
evicmasku «Pedxue cyovowl. 2KusHb

U Haoexcoa»

«BCEM XEJIAEM MWPA U JOBPA»

Apmem, 60ae3nb I'owe

«ApTeM 0ueHb TOOPBIH U JTACKOBBIH,
HO U ¢ “KaBKa3CKUM~ HPaBOM: €CJIU
YTO-TO HE TaK, MOXKET TOITHYTbH HO-
T'OH, CTaTh OYEHb YIPAMBIM. Y CbIHA
ecThb (peHOMEHAIbHA A JII000Bb

K yuciIaM u AHsAM Hexenn. OH 3amo-
MUHAET U MPOLIEAIINeE, U OyAyIIHe.
Mo2keT cKka3aTh, KAaKOI JeHb HeleIn
OBLJI TAKOI'O-TO YHCJIA B IIPOLIJIOM
MecsIle, ¥ TaK ke Ipo Oyayiiee. ATO
YAUBHUTEIbHOE KaYeCTBO He Iepe-
CTaeT YAUBJIATH OKPYIKAIOIINX, KAaK

U €ro JII00O0BB K HOPSAKY — YTOOBI BCe OBLIIO YETKO, OTHO
3a IPyTHM.

JI106UT CMOTPETH CIIOPTUBHBIE ITepesiaun — oT ¢yTbosIa 710
¢durypaoro karanus. Homepa ¢pyTbomrcToB 3atoMuHaeT
TaK JKe 4YeTKO, KaK THU He/leJIN U Yucia Mecsana. Eme Mer
JIIOOUM UTPATh B HACTOJIBHBIN (PyTOOI, XOKKEH, IOMHUHO
1, KOHEYHO, B JIoTO (uucsal).

K coxxasieHHIo, AUATHO3 ¥ CbIHA 0YeHb HempocToi. C ro-
namu 60J1e3Hb IPOT'PECCUPYET, MOSBUIUCEH CIOKHOCTH

B IIEPEIBUKEHNH, HE TOJIBKO XOUTb, HO /Ia’Ke CTOSITh

y2Ke He MoxkeM 0e3 oz iep:kKu. [IpUCTyIIbI SNHIencuy,
CIa3MBbl ¢ 33/IepKKoi ApixaHus. KoHeuHo, Bce 3TO MelaeT
JKUTH 0e3 cTpaxa... Ho Bce-Taku ApteM 6€3yMHO JIIOOUT
€3/TUTh B IIIKOJIY U OOIaThCs C OJTHOKJIacCHuKaMu. OH He
YyBCTBYET cebst 0COOEHHBIM, U MbI, POJTUTEIIH, TOXKE BTOTO
He 3aMevaeM. /I Hac 3To 0ObIYHBIN peGeHoK. Ham chrH.

Ectb y Hac omHa 001mast MeYTa — YTOOBI 1J1s1 HEBPOJIOTHYe-
CKHUX OOJIBHBIX MIPUAYMAJIU TAKOE JIEYEHHE, IPU KOTOPOM
JIEKapCTBO MOIJIO ObI MPOHUKHYTH UYepe3 reMaTosHIeda-
JmYecKuil 6apbep U pa3BUTHE JIeTeH HE TOPMO3UJIOCH,
YTOOBI IETH HE TEPSIU CIIOCOOHOCTH XOJUTH, IIYCTh

U C IOAAEPKKOU APYTHUX, HO HA CBOMX HOTAX.

Ecsu 651 MBI MOTJIM IPUHUMATH PELIeHUsI, TO IPUHSIN
ObI 3aKOH, II0 KOTOPOMY TE€PANHIO A6COTIOTHO BCEX MAIlY-
€HTOB HE3aBUCHMO OT Ts2KeCTH 60JIe3HH U Bo3pacTa du-
HaHcHPOBaJ ¢eziepasTbHBIA OI0/KeT.

BceM »kestaem Mmupa u 106pa, BCEM JETAM ILIAHETHI — 37[0-
poBbs!»
Mama Apmema

RARUS PEJKHUE BOJIE3HU B POCCUU
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KAXADIA AEHD NPOXWUBATD N0 MAKCUMYMY
Tuxom, 601e3mub I'owe

«THUXOH BCerjja OTCTAaNBAET CIIPABEAJINBOCTD U IIPAB/Y, a €IIle OH OYEHD HEXK-
HBIH, TI00UT oOHUMaIKH. Kak 1 MHOTHE MaJIbUUIIKY, MeUTaeT 0 QyTOOIIE

U XOYET CTaTh TOHII[UKOM, HO TOKa 60JIE3HB HE MO3BOJISIET 3AHUMAThCS CIIOP-
ToM. Ceituac y TuxoHa HOBasi MeUTa — CTaTh KPYyTHIM ruTapuctoM. OH yke
3aHUMAETCS C YYUTEJIEM U YIUBUTEIHHO XOPOIIIO 3a[IOMHUHAET MEJIO/INH 110
HOTaM. A BOOOIIle, OH OYeHb CIIOCOOHBIHN — JIIOOUT BHI?KUTATh, KOHCTPYHUPOBATb.
Meura — mo6bIBaTh Ha Mope. Jluaruo3 TUXOHY CTaBUJIN T0JIT0. MbI XOTHM, YTO-
651 B Poccuu cTasio 60s1blie Bpaden mo peikuM 3ab0IeBaHUSIM, YTOOBI 00JIE3HU
BBISIBJISLJIM U yCTAHABJIUBAJIU OBICTPO, JIEUUTh HAYMHAJINA KaK MOKHO PaHbIIIE.

JKesaeM BceM KOHTPOJIMPOBATh CBOE 3/I0POBbE U KaXKbIH JIeHb ITPOKUBATH 110
MaKCUMyMY — He OTKJIQIbIBATh PEIIeHUs U Jiejia Ha 3aBTpa».
Mawma TuxoHa

«XOYET CTATb AN3AWHEPOM, YTOBbI U3BMEHMTb MUP»
Mapus, dedpuyum AU30COMHOIL KUCAOU AUNA3bL

«Mamma yauButesnpHasa. OHa OueHb BHUMATEJIBHO U HEXXHO OTHOCHUTCSA K HAM,
poxuresnam. OHa o0pas U JII0OOUT IOMOraTh IPYTUM, XOTA caMOH el Ipu-
XOJIUTCSA HeJIETKO: Cephe3HbIe IIPO0OJIEMBI C IIEYEHBIO, XO0JIECTEPHHOM, OBIBAIOT
6011 B JKUBOTE, HY>KHO cobutrozaTs Auery. Ho Mama — o4eHb CHJIBHASA JIeBOYKA.
B mikose yunrtces Ha “deTBEpKU” U “HATEPKU, HOJIyInia OPOH30BBIH 3HAUOK
I'TO, xoguT B TaHIIEBATIbHYIO CTYAUIO, YCIIEBAET 3aHUMAThCSA B TeaTpe-CTyUH,
JIFOOUT KaTaThCsA HA POJIMKAX, BEJIOCHUIIE/lE, KOHbKAX, JIbDKaxX. Maia MmeyTaer
CTaTh JOKTOPOM U U300pECTH JIEKapCTBO, KOTOPOE OBI IIOMOI'aJIO BCEM JIIOJAM.
A eme oHa XOYeT CTATh JU3aHHEPOM, YTOOBI U3MEHHUTH MUD, CAEJIATh €ro JIyJIIle.

MBbI XO0TUM, YTOOBI BCE ZIETH TOJIyYaJIH JIedeHHe OeCIIaTHO U He Hy KHO ObLIIO
ZlyMaTb, KaK HOJIy4UuTh pemnapar. IToka sTo nmpobsema. Bcem xxestaem 310poBbs!»

Pooumenu Mapuu

o

«[1YCTb BCEX JIETEH JIEYAT BOBPEMS!»
IHamumam, myxonoaucaxapuoos

«ITaTuMaT JII06UT pucoBaTb, HEIIJIOXO0 YUYHUTCsA, HO, IVITaBHOE, OHA OY€Hb }106paﬂ.
JI106UT MeHS U BCeX OKPYKalolIux 1 O4eHb 6outcs IOTEePATDb POJAHBIX.

JluarHos ycTaHOBUJIM BOCEMb JieT Ha3a . [IpobsieM MHOTO: Y HAC MaJIeHbKUH
pocT, OTpaHUYEHUS B X0AK0€e — 60JIU B HOTaX, MOSCHUIIE. BOJIBIION CI0KHO-
CThIO OBLIN JIEKapcTBa. UTOOBI UMETH UX, HAM IIPUIILJIOCH IIepeexaTh B MOCKBY.
J1o 3TOTrO IATH JIET, Y3Ke MOCJIE IOCTAHOBKY TUATHO3a, MBI UX HE IOJIyYaJH...
Brnpouem, pUCKOB ITpH HallleM 3a00JIEBAHUH €llle MHOTO: 3allleMJIeHUE TI0-
3BOHKA, HAPKO3, IBIXaHUE, OIIACEHUE, YTO J0Ub BOOOIIE IEPECTAHET XOAUTH.

f1 oueHb JTI00JTIO 10D U HE XOUY HOTEPATH ee. A [TaTumaT MeuTaeT BEPHYTHCS
JOMOM U JIEUUTHCS TaM.

MBI JkeJiaeM, IyCTh BCEX JIETeH jieuaT BOBpeMsi! TO caMoe BaKHOE».
Mawma IHamumam
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OTpacsb KET pacuIupenus u cbasaHcu-
POBaHHOM OMOJHUTETHHON (PUHAHCOBOU
MO/IZIEPKKH [TPOrPaMMBbI BEICOKO3aTpaT-
HBIX HO30JIOTUH

PaciinpeHye CKpUHUHTA HA HApyIIEHU
OKHUCJIEHU )KUPHBIX KUCJIOT, OPraHU-
YecKue aIu/ypuu U aMUHOAIIU/I0NaTHH
T03BOJIAT U306€KaTh HHBATUU3AIUN

¥ CMEpTH JleTel

Heo06x0A1MO OnpeIeTUTh MOPsII0K BBO3a
He3aperucTPUPOBAHHBIX IPOIYKTOB Jie-
4eGHOr0 MUTAHUS ¥ YCKOPUTH UX IIPOIECC
perucrpanuu

Hy)KHO CO31aTh KPUTEPUHU JJIA BKJIIOYE-
HUs 3a00JIEBAHUI UIJIK JIEKapCTBEHHBbIX
npenapaToB B IporpamMMbl IOMOIIH ITAITH-
€HTaM C peAKNUMHU 60JIe3HAMU

V3MeHeHMe 10/1X0/1a K JUCIIaHCepU3aI[UH
ITO3BOJIUT BBIABJIATH 60JIE3HU HA pPaHHEH
cragun

Heob6xo0umo co3daHue
COBPEeMEHHBIX KAUHUYUEe-
CKUX pexomeHIayuil no
AeUeHUI0 pedKux
0o0ae3Hell

CeroyiHsa anyeHTaM ¢ HeHpOHaIbHBIM
LepOUIHBIM JUITOPYCIITHO30M 2-TO
THIIA, HAPYIIEHUAMH I[UKJIa MOYEBUHBI,
nedunuToM GHOTHHU/IA3HI CIIACTH JKU3HD
MOTYT TOJIbKO He3aperucTpupoBaHHbIE
JIeKapCTBEeHHBIe IIpenapaThl

Hy>KHO co3/1aBaTh PerucTphl MallHEHTOB
¢ peKuMHu 60J1e3HAMU, YTOOBI K MOMEH-
Ty IOSIBJIEHU I HOBBIX IIPEIApaTOB 3HATD
OTPeOHOCTh U PETHOHAJIbHBIE 0COOEH-
HOCTH PaCIpPOCTPAHEHHOCTH OphaHHBIX
3aboJieBaHUMI

Co3zraHme poCcCUHCKIX MHHOBAIIMOHHBIX
[penaparoB HaZ|0 HOAJEPKATh

«HE YYBCTBOBATDb B0JIU HUKOrA!>»

Mapusa, HedocmamouHocms
AU30COMHOIL KUCAO0IL AUNa3vt

«JlrarHos ycTaHaBJIUBAJIH JOJITO.
JlBa rojia Bpauu JieJiajiv camble pas-
HbIE TIPE/IOJIOYKEHHU S, BIJIOTH /10
oukoJsiorun. O6¢eoBaHue 3a 00-
cJIel0BaHueEM. .. PeasibHbIN MarHos
MPO3ByYasI KaK PUTOBOP: JIEUEHU ST
HET, caMble CUJIbHEHIIINE [TIeYeHOUHbIE
mpemnaparsl He JIeUCTBYIOT Ja’ke Ha I10-
ceicTBUsL 60JIe3HU, TPAHCILIAHTATIUS
[eYeHN HUYEro He PEIIaeT...

Ho HecKoJIbKO JIeT Ha3a i OsIBUJIach
Hajsiexa: Mara Bomuia B rpymiy
MaIVIeHTOB 10 KJINHUYECKUM HCITBITa-
HHSAM HOBOTO 3apyDeKHOro Ipernapa-
ta. Ha nATh HENPOCTHIX JIeT GOIBPHULIA
CTaJIa BTOPBIM JIOMOM. B ci0BapHBIH
3anac IPOYHO BOIIIM HOBBIE CJIOBA:
“karerep”, “uHdysus’, “nHpyszomar” —
“ryazacTsiii” TpubOP, KOTOPBIH CUHTA-
€T CKOPOCTh KameJIpbHUIbL. JItoonmMbre
WUI'PYLIKH U KyKJIBI CTAJIN B KypCe
BHYTPUOOJIBHUYHOT'O PACIIOpAKa

Y CKOPOCTH BBO/IA ITperapaTa.

B 2017 rogy mpemnapar 3aperucTpu-
poBasu B Poccuu, HO 1ieHa OTHOU
nHbY3UH — MOPsKa MOy MUJLITHOHA
pyOuteit! A B rog MX HY?KHO OKOJIO 24.
MbI IOCYMTAJIN: €CJIU IPOAATH HAIILY
KBapTHDPY, J€HET XBaTUJIO ObI TOJIBKO
Ha II0JITO/Ia JIEYEHHS], & OHO IOXKU3-
HEHHOE.

K cuacTpio, MOCKOBCKOE TIPaBUTEITb-
CTBO BBIJIEJIMJIO CPEJICTBA HA 3aAKYIIKY
sekapcrBa. OTHAKO eCTh ApyTas Mpo-
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6sieMa: OJIyYHTh [IPEnapaT MOXKHO
TOJIBKO IT0 MEZITNKaMEHTO3HOMY 06e-
CTIEYEHUI0 HHBAJIU/IOB, HO 00JIE3HD HE
durypupyer B dbezepaabHOM MepeyHe
3a00JIeBaHUM, yCTAHOBJIEHE HHBA-
JINTHOCTH TPO6IEMaTHYHO, 8 3HAYUT,
JI0OYb MOYKET OKa3aThCsl 0e3 JIeueHusl.

Vke ¢ gercrBa Mailia — O4eHb CHJIb-
HBIH YesIoBeK. HecMOTpsI Ha yacThbie
MPOIMYCKH IIKOJIbI, XOPOIIIO YCIIeBaeT
B yuebe, 0COOEHHO JIIOOUT pyCCKUI
SI3BIK, JINTEPATYPY, YUUT aHIJIUACKUN
¥ HEMEIKU A3bIKU. BooOI1Ie, OHA —
6opell, TIIOOUT KOHKYPCHI, ITPOEKTHI,
OJIMMITHA/IBI K HUKOT/IA X HE IPO-
MyCKaeT.

HauuHaja 3aHUMAaThCS BOJIEH00JIOM,
6aMHHTOHOM, 6aJIeTOM, IIJIaBaHU-
€M, HO IIPUIILJIOCh OCTAHOBUTHCS M3-
3a 6osbHUIL. BHEITHE U 110 pa3BUTHIO
JIOYb HAYEM HE OTIMYAETCs OT CBEP-
CTHUKOB, HO M3-3a 00JIE3HM U I10-
CTOSIHHBIX II0XO/IOB Ha KaIleJIbHUIIBI
elf IPUXOAUTCSA JTUIIATHCS MHOTOTO:
peske 001IaThCA ¢ pebATaMu, pexxe
OBIBATh B ITyOJIMYHBIX MECTAX, OTKA-
3bIBAThCS OT BKYCHOM JIETCKOM €7[bI.
Ho 3aT0, HECMOTPs Ha IOHBIHI BO3-
pact, Mama obJiafiaet yAUBUTETb-
HBIM KaueCTBOM — YMEET YTEIIUTh

u pebGeHKa, 1 B3POCJIOTO.

Y Mapuu 60JIbIIIME TIJIaHBI HA OYy-
1ee ¥ caMble pa3Hble MeuThl. Hampu-
Mep, X0UeT ObITh I0TyOepoM — ITyTellre-
CTBEHHHKOM, 00J1a1aTesIeM aIMa3HOMI
KHOIIKH, ETUIITOJIOTOM 1 BETEPHHAPOM
(060zxaeT >KUBOTHBIX, a OOJIBIIIE BCETO
IIMHIIHAJLJI, XOMSIKOB, KOIIIEK U c00aK),
a ellle MeuTaeT CTaTh aBTOTOHIIUKOM
1 0007KaeT CKOPOCTh: KAPTHUHT, BEJIO-
CHUIIE], CKEUT — BCE, UTO OBICTPO EZIET.
Ei1tie ecThb 2keJIaHME CTAaTh XYJOKHH-
KOM — MHOTO PHUCYeT B U30CTY NI

¥ U3y4YaeT UCTOPUIO UCKYCCTB.

3HaKOMBIe U APY3bs 4ACTO Y HAC CIIpa-
[IMBAIOT: U KaK JIOJITO €Ille €3/IUTh

B 60s1pHUIY? OOBACHAIO: 3TO TENEPh
HaBCer/a, Ha BCIO JKU3Hb, IOTOMY elle
OZlHAa MeYTa — UTOOBI yIeHbIE IPU-
JIlyMaJiv JIeKapCcTBO B TAOJIETKAX MU
CHUpOIIe, YTOOBI He /IeJIaTh KaneJIbHuU-
bl Maima >xejiaet BCeM JIFO/ISIM He
YyBCTBOBATH 00T HUKOTZA».

Mama Mapuu
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«BY/AbTE GYACGT/INBbI 3A HAC»

CemeH, cCNUHAABHAA MbLWLEHHAR
ampogusn (CMA)

«Hari ceIH — OueHb 00U TeTIbHBIN
MaJIbYMK, B CBOM 6€3 MaJIoro JiBa
rojia y»ke CTPOHJI IVIa3KU CUMIIaTA Y-
HBIM JieByIiKaMm. CeMeH J00pBhI,
YYaCTIUBBIH, JIIOOUT IOMOTATh /IPY-
TUM, HE3KHO OTHOCUTCSA K MaMe, HO
u k cebe TpebyeT BHUMaHUA. JII0OUT

KAKLIBIN [IEHE MPOXXUBATL MO MAKCUMYMY» | 23

pHCOBaTh, TEPEKJIA/[HIBATH MEJIKHE
MIPEIMETHI IO TIOJIOUKAM, KOIIAThCs

B IIecke. A ere Jro0uT nets! Y Hero
OUYeHb I'POMKHUI T0JIOC, U JeAYIIKA

B IIIYTKY Ha3biBaeT ero Ko630HY UK.

C pok/ieHus ChIH 3aHUMaeTcs B 6ac-
celiHe, 1, XOTA ellle MaJIeHbKU, OH
VK€ MOKET HBIPSATD, 33/IEPKUBATh
JIbIXaHUe U JeP:KaThCsA Ha BOJIE, JIEXkKa
Ha CIIMHE.

CeMeHYy JI0JITO HE MOTJIM YCTaHOBUTD
IIpaBUJIBHBIY JMATHO3: CHAYaJIa

MBI HaJIEAJIUCh, YTO 5TO TUIIOTOHU
H3-3a BBICOKOT'O POCTa, YTO IIOMOTYT
Mmaccaxu, JIOK, niaBanue. Ho yBBI...
Mp!I HauaJIM TTOXO/IBI TI0 Bpavam,
OBLIN pa3HbIE TIPE/IIIOJIOKEHH .

JlarHo3 ycTaHOBUJIH, KOT/Ia peGeHKy
HCIIOJIHUJICA IOl U TP MecAIa.

Hamre ri1aBHOe OrpaHUYeHUE — JIBU-
raTeyibHas MacCUBHOCTD. ChIH He
MOZKET I0J13aTh, XOUTh, TPYAHbI

JULS HETO JJa’Ke MIPOCThIE ABUKEHU A
pyk u Hor. Cetiyac CeMeH moJyryJyaet
TepAaIHIO IIPenapaToM o0 IporpaMme
PaHHETO JIOCTYIIA, CILYCTS YeThIpe
WHBEKIIUU MBI YBUIEJIH, UTO peOEHOK
CUZIUT CAMOCTOSTEIIBHO.

Ho mbI Goumcst, 4TO, KOTa Impenapar
JUULST HAC 3aKOHYUTCS, ChIH TIOTEPSIET
Jlaske IIPOCThbIEe HABBIKH, a CAMOE XY/I-
1Iee — CTaHeT JIeKayuM OOJIbHBIM.
Takue MbIcI1 6POCAIOT HAC B XOJIO-
HBIH 10T, XoueTcsi, YTOOBI rocy/1ap-
CTBO KaK MOKHO OBICTpPEE PENINIO0
npobJsiemy obecrieueHus JJIEKapCTBOM,
[IOTOMY YTO BpeM: UJET HEYMOJINMO,
[pernapar >KU3HEeHHO BaXkeH ceiluac.
KoHeuHO, ecTh U pyrue npobIeMbl:
HEBO3MOHOCTH BBIXOAUTD U3 I0Ma,
00J1b, OOJTBITIIE PACXO/IBI HA IOPOTY.
Ho rnasHoe — npenapat! C ocTaib-
HBIM MBI CITIPABUMCSI.

3aBeTHas Me4Ta — YBU/IETh IIEPBbIE
LIATY ChIHA, XOTHUM, 4YTOOBI OH He
3aBHCEJI OT JIEKAPCTB U APYTHX JIIO-
JieH, cTaJl TOJIHOIEHHBIM CBOOOHBIM
yesioBeKoM. [109ToMy MBI ObI XOTEJH,
4TOOBI He TOJILKO Hall CeMeH, a Bce
6oJIbHBIE OBLTH 00ecIIeYeHbl JIeKap-
cTBaMHU. ITO caMoe TJIaBHOE.

Bcem petam xesraeM 310pOBbA, a PO-
JIUTEJISIM — CUJI U TeprieHusi. Bynpre
CYaCTJIUBHI 3a HAC, a MbI OyzeM 60-
POThCsI, 3TO HAII IIYTh».

Mama CemeHa

«Mbl BCEM XXEJIAEM BbITb [JOBPEE
APYT K AAPYTY»

Enusaeema, axouaponnasua

«JInza — oueHb obasiTeIbHAS U YIIBIO-
yuBasi. JIIOOUT MOMOraTh 10 JIoMY,
YUUTDb aHTTIUHCKUH A3BIK, TAHIIEBATH
U IIyTEINIeCTBOBaTh. B aTOM rony Bme-
CTe C Hel MBI ITIOKOPUJIH AIbopyc!

IIpo6JieM HEMAJIO, HATIPUMEP CaMO-
CTOATEIBHO OZIETHCS, pacUyecaTh
BOJIOCHL. Hammum JieTaM O4eHb J0JIro
MIPUXOAUTCSA K/IaTh CBOEH ouepesiu B
peabuINTAIMOHHBIE IIEHTPHI, a 6e3
peabWINTAlMK HUKAK, IO3TOMY
MPUXOJIUTCA HAHUMATh CIIeIIHAJIH-
CTOB 32 CBOH CUeT. A B IIPOIIJIOM
rojly BO3HHUKJIA ellle O HA OOoJIbIIast
npobJsiemMa. DTO KacaeTcs yITUHEHUA
KOHeYHOCTe feTsaM. ['ocyaapcTBo

MEePECTAJIO BBIZIEJISITh KBOTHI Cpa3y Ha
JIBE OTIepaIUU, U TEMEPh IPUXOUT-
s JIOKUTHCS TIOJT HOXK BTOPOH pas.
CHayaJsia oJ{Hy HOTY IPOOIIEPUPYIOT,
a THel yepes JiecsiTh PeOEHKY, yiKe
HaCTPa/IaBIIUCh, CHOBA JIOKUTHCS

Ha ONEPAIMOHHBIHA cTOJI. OUueHb
XOTEJIOCH ObI PENIUTH 3TO, HE MYUYUTH
HAIIUX JEeTEeH.

U eme ogHa 6016, JIn3a y:ke HaUMHA-
€T 3aMevaTh PUCTaJIbHbIE B3TJIS/IbI
TIPOXOXKUX U O0MIKAETCs, KOT/Ia ee
Ha3bIBAIOT MaJieHbKOH. Ee camas
6oJIbIIAs MEUYTa — CTaTh BHICOKOM

U 3]T0OPOBOU.

I[TycTs Bee eTu OYIyT CYaCTIMBbBI
Y 37I0POBBIL. A €eIlle MBI BCEM KeJIaeM
OBITB J0Opee IPYT K APYTY».

Mawma Eauzasembul
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WANeTOTepanus

CTporoe
cobntoneHmne
peXxnmMa nuTaHus
CMNOCOBHO caenatb
YKN3Hb NaupyeHTa
NOJIHOLUEHHOW.
Hauatb anety
HY>KHO KaK MO>XHO
pPaHbLLE
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Omxkpbimue geHUIKeMOHYPUU HePa3Pbl8HO C8A3AHO

C UMEHeM HOPBeHCcCKo20 buoxumuka-ucc.1e0osamenst
Heapa Acovepra Dennumea. B 1934 200y ¢ nomowbio
KauecmeeHHOll XUMU1ecKoll peakuyuu oH 0OHapyicun
nosbvlueHHoe codepiicarue GeHUAYKCYCHOT KUCA0MbL

8 Moue 08yx demeil ¢ 3a0epHCKOlU YMCIMBEHHO20 PA36UMU.
OH omxpbia 3aboaesaHue, u3gecmHoe 80 8cem mupe noo
Ha3eaHuem «PeHuakemoHypus» (PKY), a 6 Hopseauu e2o
do cux nop uacmo Hasvlearom «60.1e3Hb Peanurea»

B Hawu oHu
oobwWUHCIMBO
HOBOPO0IHCOeH-
HbLIX 80 8CeM
mupe oocaedy-
emca Ha
Penuaxkemony-
puro.
Maccoesuwiil
CKPUHUMHZ HO-
8OPOHCOCHHBLIX
nomozaem
ycmaHosumbs
JuazHo3 yoice
Ha nepeoil
Heodeae HCUu3HU

RARUS PEJIKME BOJIE3BHU B POCCUH

OOPMbI ®KY

IIpu dpeHnIKETOHYPUHU B KPOBH
TIOBBIIIIAETCS CO/IepKaHue aMUHO-
KHCJIOTHI (peHuIaIaHuHa. ITO COCTO-
sIHYMe Ha3bIBAIOT runepdenuiasanu-
"Hemuei (I'PA).

Paznunuator e rpynnsl I'QA. Ilep-
Bas 00yCJIOBJIEHA HAapyIIeHUEM
aKTUBHOCTU (pepMeHTa heHmnIa-
JIAHUHTHUIPOKCHUJIa3bI (KaK ee Ha-
3pI1BaloT, PAT-nedurnutHas ['DA,
niu kiaaccudeckas OKY). Ona co-
cTaBiseT 97—98% OT Bcex CIIy4yaeB,
VMEHHO €€ UMEIOT B BU/LY, KOT/[a
roBopAT o peHmsIKeToHYpun. Ho
ecTb ellle U fpyrue GopMbl 60JI€3HU,
KOTODPBIE PA3BUBAIOTCS BCJIE/ICTBIE
HapylIeHus MeTaboIn3Ma TeTParu-
npobuontepuna (BH4) — kodakTopa
depmenTa AT (3—2%). dTu PopmsI
HazbpIBaloT aTunuuyHoi ®KY, niu
kodakropuoi OKY (nHOrIa MOXKHO
BCTPETUTDH TAKOH yCTapEBIIUH Tep-
MUH, KaK «3JiokauecTBeHHass DKY»).

BOJNIE3Hb-«TMOHEP»

Mo:xHO cka3aTp, 4TO KjaaccudyecKas
OKY cTasia TpUK/IbI IHOHEPOM B 00-
JIaCTU U3y4eHUs HacJIeICTBEHHBIX

OoJie3Hel oOMeHa BemecTs. Tak,
BIIEpPBHIE OBLJIO IOKA3aHO, YTO HAPY-
meHus: MeTaboIn3Ma MOTYT SIBJIATh-
cs1 IPUYMHOM 3a/IEPIKKH IICHXOMO-
TOPHOT'O ¥ KOTHUTUBHOTO Pa3BUTHSI.
Vwmenno nia OKY ObLiny BriepBble
paspaboTaHbl METO PaHHEH Mac-
COBOH IMaTHOCTUKY (CKPUHUHT)

u 3¢pdexTuBHOE Jeuenue (quero-
Tepamnusi), 6iarogaps uemy OKY
cTaJia MePBbIM HACJIE/[CTBEHHBIM
3a00JiIeBaHUEM, PEKOMEH/I0BAHHBIM
BO3 151 BKJIIOUEHUSA B IPOTPaMMy
HEOHATaJIbHOT'O CKpUHHUHTA. B Hamm
JTHU GOJIBIIMHCTBO HOBOPOXKEHHBIX
BO BceM Mupe obciteryerest Ha e-
HUJIKETOHY PHIO.

Oenunkeronypus (PKY), unu kiac-
cuueckasa PKY, — aTo Hacie/ICTBEH-
HOe HapylleHre oOMeHa BEIIECTB,
KOTOPOE 3aTParuBaeT B MEPBYIO
ouepeib OOMeH JIByX aMUHOKHUCJIIOT —
denunnananuna (PA) 1 THUPO3HUHA.
BceiencTBrue MmyTaiuii B reHe, KO-
JUPYIOIIEM CHHTE3 OeJIKa-d9H3uMa
deHmmamaHuHTUAPOKCcHIasbl (PAT),
obpasyercs fepekTHBIHN GEepPMEHT, HE
CIIOCOOHBIH yuacTBOBATh B Ipeobpa-
30BaHUU GeHUIaIaHUHA B THPO3UH.
B pesysipraTe B opraHu3Me He 00pa-
3yeTCs OUeHb BajKHasA aMUHOKUCIIOTA
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HPI/I OTCYTCTBUU AUETOTEPpAIIUN CUM-
ITOMBI 6OJIE3HU CTAHOBSITCSA 3aMETHBIMU
I0cCJie IByXMECAYHOro Bo3pacra

Bo BTOPOM HOJIYTOUH KU3HH AETH
IIEPECTAIOT PearupoBaTh Ha 00palleHHYI0
peub, IpKHe UTPYLIKY, He Y3HAIOT MaTh

Ecu He co6JII0IaTh AUETY, TO BIIOCJIE] -
CTBHUU y KaK/IOTO BTOPOT'O MMaIlHEeHTa
MOTYT Pa3BUTHCS IPUCTYIIBI AMUJIEIICUU

TUPO3UH, SIBJIAIOMIASCS IPe/IIIe-
CTBEHHUKOM HEHUTPOTPACMUTTEPOB,
MeJIaTOHUHA, FTOPMOHOB IIIUTOBHU/-
HOM 7KeJie3bl U Ha/[IIOYEYHUKOB.
O/THOBpEMEHHO B KPOBU U JIPYTUX
OUMOJIOTUYECKUX YKUJIKOCTIX Opra-
HHU3Ma IIPOUCXO/TUT HAKOILJIEHUE
denunananuna (runepdeHuiagiaHm-
HEMUI) U €T0 aHOMAaJIbHBIX MeTab0-
JINTOB, OKa3bIBAIOIIMX TOKCUYECKOE
JIefiCTBHE HA CTPYKTYPBI IEHTPATb-
HOU HepBHOH cucteMbl. HeoGpaTumo-
MY MOBPEXKEHUI0 HanboJiee moJI-
BeprKEHBI KJIETKU U TKAaHU ObICTPO
PacCTyILEero IETCKOr0 OPraHu3Ma.

HosopoxaenHsiil pebeHok ¢ DKY
BBIIVIAIAT 310pOBbIM. I[Ipu oTCyT-
CTBUH TUETOTEPATINH CAMIITOMBI
00JIE3HU CTAHOBATCA 3aMETHBIMU I10-
cJie IByXMeCsi9HOTO Bodpacra. OTme-
YarTCs BAJIOCTh, OTCYTCTBHE/TIOTEPS
MHTEpeca K OKpyKaIlemMy, HHOTA
runepBo36yIMMoCTb, 6ECTIOKONCTBO,
THUIIEPTOHYC MBIIIII, THIIEpped-
snekcus. IosBigeTcsa «MBIIIMHBIA
3amax» 1oTa ¥ MOYH MU3-3a IOBBI-

IIeHHOH NpoAyKIUH (peHumanerara,
denunnMpyBaTa.

Bo BTOpOM ITOJTYyrOAUY KU3HU I€TU
IIepEeCTAIOT pearupoBaTh Ha OOpaIleH-
HYIO K HUM pe4b, ApKUe UTPYIIKH, HE
Y3HAIOT MaTh, CTAHOBATCA allaTUYHBI-
mu. Pusmueckoe pa3BUTHE HAPYIIEHO
B MEHBIIIEH CTeIIeHH, OJJHAKO BbI-
ABJIAETCA YMEHbBIIIeHVE OKPY>KHOCTHU
roJioBbl. MI3-3a CHUKEHUSI CUHTE3a
MeJIaHHHA OOJIBIINHCTBO HEeJIEUEHBIX
IeTel IMeIOT CBeTJ/Ible BOJIOCHI U I'0-
JIyOble T71a3a, MX KOKa OUeHb UyB-
CTBUTEJIbHA K MHCOJIALIMH, TPaBMaM,
UHPEKIUAM, HEPEKO HabJTI0IaI0TCA
5K3eMa, IEpMaTHT.

B paspHeleM Ipy OTCYTCTBUH Jiede-
Husi GopMUpPYeTCs YMCTBEHHAsI OTCTa-
JIOCTb, Y 50% JleTell MOTYT Pa3BUTHCS
SIUJIENTUYECKUE IPUCTYIIBI, HApyIIle-
HUA KOOPAWHAIUY IBHKEHUH, HETTPO-
WU3BOJIbHBIE JIBIKEHUSA, TPEMOP.

OnHaKo, ecjid HaUUHATh JIeueHe
®KY /10 KIIMHUYECKUX TPOSIBJIEHUH
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6os1e3HHU, 3a00/IEBAHHE MOKHO OCTa-
HOBUTb.

MaccoBbIll CKPUHUHT HOBODPOJK/I€H-
HBIX [IOMOTaeT YCTAaHOBUTD IUArHO3
y2Ke Ha [IePBOH HeZlesie JKU3HU.

ANATHOCTHKA

ITpu CKPUHUHTE HOBOPOK/IEHHBIX
OIpeneIAI0T KOHIEHTPAuK (peHn-
JIaJlaHWHA B CyXOM IsITHE KpOBU. Pe-
3yJIBTAT CYUTAETCS TTOJIOKUTETbHBIM,
ecsiu ypoBeHb (peHumananuna (OA)
MIPEBBIIIAET 120 MKMOJIB/JI (2 MT'%).
9T0 U Ha3bIBaeTcs runepdeHunIaa-
"HuHemuen (FDA).

O mOJIOKUTEJIBHBIX Pe3yJIbTaTax
CKPUHUHTA COOOIIAIOT POAUTEIAM
pebeHKa (3aKOHHBIM IIPE/ICTABUTE-
ssiM). XoTs1 y pebeHKa OTCyTCTBYIOT
KJINHUYECKHE CUMITTOMBI, POAUTEIIN
00s13aHBI BHUMATEJIBHO OTHECTHUCH

K nHOpMaIuu, NoJIyYeHHOH U3
[IEHTPA HeOHATAJIPHOTO CKPUHUHTA,
Y HEMEJIJIEHHO TPUITHU Ha IIPUEM
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K Bpauy U/WJIU CBSI3aThCS C HUM 10
TesieoHy.

Yacrorta I'DA cpenu HacesleHUA I1a-
HEeTHI He OAMHAKOBa, OHA 3HAUHUTEJIb-
HO BapbUPYET B PA3JTUYHBIX STHHYE-
CKHX I'pynIax — ot 1:4370 B Typuuu
710 1:80 500 B fnonuu. ITo JaHHBIM
€BPOIEHCKUX IEHTPOB HEOHATAJIHHO-
T0 CKPUHHUHTA, YaCTOTA BBIIIIE B BOC-
TOYHO-E€BPOIENCKOHN HOIIYJISAINY IO
CPaBHEHMUIO C NOMYJIANUAME 3amajzia
U oro-3amnaza Esponsl.

B Halmeli cTpaHe HeOHATAJIBHBIN
CKPUHUHT CTApTOBAJ B 70-X FO/1ax
XX cToseTHS U cefiuac OXBAaThIBAET
BCIO TEPPUTOPHIO cTpaHbl. COryIacHO
€ro pesyJypTaTaM, CpeJHAA YaCTOTa
I'®A B Poccuu ocTaeTcst OTHOCH-
TEJIbHO MOCTOSTHHOM U COCTaBJISIET
1:7000 HOBOPOXK/AeHHBIX. OTHAKO
IIPU 3TOM OHA CyIIeCTBEHHO OT/INYa-
eTcs B pa3HbIX peruoHax: HaIpumep,
B Kypckoii o61actu 3T0 1:4735 HOBO-
POKIeHHBIX, a B Pecriyb.ivike ThiBa —
1:18 000.

0J0JU

ITpu CKPUHUHTE HOBOPOXKAEHHBIX OIIpe-
JIeJISIOT KOHIIEHTPauu peHnIaIaHuHa
B CyXOM IISITHE KPOBU. Pe3ysbraT cun-
TaeTCsI HOJIOKUTETbHBIM, ECJIH YPO-
BeHb peHnnananuna (PA) mpeBbliiaeT
120 MKMOJIB/JI (2 Mr%). 9TO ¥ Ha3bIBAET-
csa runepdennnanannaemueii (FOA)

1:7000 —

TaKOBA, 110 IAHHBIM CKPDUHUHTA,
cpenHsasa yacrora 'QA B Poccuu
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Korpa nuaraos ®KY ycraHoBjIeH, pofuTe-
JIAAM HY>KHO CPOYHO CBA3ATHCS C BPA4OM,
JTa’ke eCJI KJIMHUYECKUX CUMIITOMOB HET

Bce IMalUEeHThI, Y KOTOPBIX AHUArHo3 ycTa-
HOBJIEH, 00ecIeunBarTCs CIiequaJInu3upo-
BAaHHBIMU CMECAMHN aMHUHOKHCJIOT

Cob6.m00eHue
Juemul

u pexcuma
numaHus
mpeoyem
JucuUuUNAUHDL,
COOpaHHO-
cmu u omeem-
cmeeHHocmu
eceil cembu
nayueHma

B nepBbIe ro/bl JKU3HU COOIIONATD 11~
€Ty U TUIIEBOH PEKUM, IIOZII€PIKUBATD
LieJieBble YPOBHU (PeHUIIaTaHUHA KPOBU
yZlaeTcs IIOYTH y BceX NAIUEHTOB — IIPU
BBITNIOJTHEHUY peKOMeHAaIui Bpauei

IToBbimenne koHneHTpanuu ®A kposu
U CHHUJKEHUE Ka4yeCTBa )KU3HHU HauK-
HAIOTCH, KOI/la peOeHOK U/IET B IIKOJTY.
U ocob6eHHO TPyAHOYIIPABJIsAEMBbIM 3TOT
IpoIecc CTAHOBUTCSA B IOZPOCTKOBOM

BO3pacre

Tax ke kak 1 BO BceM Mupe, B Poc-
CUHU KJIaccudeckas QeHUJIKeTOHYypUs
cocTaBJisieT OOJIBIIMHCTBO CIyYaeB
I'DA (97—98%), BBISIBJIEHHBIX B XOZI€
HEOHATaJIbHOTO CKPUHUHTA.

JIEYEHKNE

OCHOBHBIM METOAOM JIEUEHHU I KJIac-
cuueckod PKY sBisieTcsa auetoTepa-
MU ¢ OrpaHUYEeHNEM HAaTypPaJIbHOTO
6esika. DTO 0O3HAYAET, UTO U3 MUTA-
HUSA NaleHTa UCKJIIOUYAITCA BBICO-
K00OeTKOBbIE TPOAYKTHI (MSCO, PIOA,
TBOPOT, MOJIOKO H T. JI.).

Jleuenue ®KY HeBO3MOXKHO Oe3
HCIIOJIb30BaHUs 3aMEHHUTEIEH HATY-
PaJIbHBIX BBICOKOOEJIKOBBIX IIPOAYK-
TOB — CIEIHAIN3UPOBAHHBIX CMeCeH
6e3 penmamanmHa, 00OraeHHBIX
THPO3UHOM.

Ceituac B Poccuu 1151 1eueHus Kiac-
cuueckoii ®KY 3apeructpupoBaH
IMIUPOKUI aCCOPTUMEHT CIIEIHATH-
3UPOBAHHBIX IPOAYKTOB HA OCHOBE
aMUHOKHCJIOT 6e3 (peHnmaanHnHa —
OTEYECTBEHHOTO U 3apy0esKHOTr0
IIPOU3BO/ICTBA. Bece manueHTHl, y KO-
TOPBIX IUATHO3 YCTAaHOBJIEH, obecrie-
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YHUBAIOTCS CIIEITUAIN3UPOBAHHBIMHU
cMeCcsAMHU aMHHOKUCIIOT. Db dek-
THBHOCTb JJUETHUYECKOTO JIEUEHU S B
IIEPBYIO OU€pe/Ib 3aBUCUT OT CBOEB-
peMeHHOCTH HazHaueHus runode-
HHUJIAJIAHUHOBOI AUEThI, KOMILIa-
€HTHOCTH, TO €CTb IIPUBEPKEHHOCTH
K JIedeHuI0 ceMbu 6osibHOro ®KY, a B
JaJIbHEUIIIeM B caMOoro MamyueHTa.

CobtoieHue IUeTHI U PeXuMa
MUTaHUA TPeOYeT AUCIMUILIUHEI,
COOPaHHOCTH U OTBETCTBEHHOCTH
BCel ceMbU ManuenTa. [IpaBuIbHbIN
BBIOOD U PETYJISPHOE UCII0Ih30BA-
HUE B TEUEHHUE JTHSA CIENUATU3UPO-
BaHHBIX [TPOYKTOB IO/IEPKUBAIOT
OTHOCUTEJIbHYIO CTA0MIBHOCTD KOH-
HeHTpanuy GeHnIaJIaHuHA B KDOBU
II0 CPaBHEHHIO ¢ 60Jiee peAKUM MpU-
MEHEHUEM YKa3aHHBIX IIPOAYKTOB.

Kaxk npaBuJio, B IEpBbIE TO/IBI 3KU3HU
co0JTI0IaTh TUETY U COOTBETCTBY-
IONU Y TUIIEBOH PEKUM, IOJIIED-
JKUBATh IleJIeBble YPOBHU (hEeHU-
JlaJlaHuHA KPOBU YAAETCS TOYTH

y BCeX HAIeHTOB — [P YCJIOBUU
Xopolel KOMIIJIAaeHTHOCTH UX PO-
nuTesnei. HaunHas co MIKOJIBHOTO
BO3pacTa MaIueHThl CTAHOBSTCS
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boJiee cCaMOCTOATEILHBIMH, U HUMEH-
HO B 3TOT IIEPHUOJ], IPOAYKTUBHOCTD
runogeHUIaIaHMHOBOH JUETHI U €€
JIOJITOCPOYHBIH MOJIOXKUTETHHBIN
pe3ynbrar 6yAyT 3aBHCETD OT CAMOTO
MaIAeHTa.

HccnenoBaHusA NOKAa3bIBAIOT, UTO IO-
BBIIIIeHHe KoHIleHTpanuu A kposu u
CHIJKEHVe KaueCTBa )KU3HY Ha4YMHa-
IOTCS ¢ MOMEHTA, KOIZja pebeHOK et
B 111K0JTy. OCOGEHHO TPY/THOYIIPaB-
JIIeMBIM 3TOT IIPOIlecC CTAHOBUTCA B
MIOJIPOCTKOBOM BO3pacTe. ITO CO37aeT
MIPEZIIOCHIIKY JIJISI HECTAOMIIBHOCTH
YPOBHA (eHNIaTaHNHA B KDOBH U OT-
pHUIaTeTbHOTO BO3/IEHCTBHUS TOKCHYe-
CKHX MeTabOJINTOB Ha IEHTPAJIBHYIO
HEPBHYIO CUCTEMY, pyT'ue OpraHbl.
Taxoe Bo3/ieficCTBHE CTAHOBUTCA He
cpasy 3ameTHo. OHO OyzeT HapacTarhb
U IPOSBJIATHCSA B CHYKEHUH yCIIeBa-
€MOCTH, IIOBBIIIIEHHOH yTOMJIAEMO-
CTH, BIIU30/1aX Pa3pakKUTeJIbHOCTH,
TPEBOXKHOCTH, allaTUU UJIU APYTUX
HU3MEHEHUAX OBeIeHUA.

QueHb BasKHO, YTOOBI ITAIIUEHTHI
IPU/IEP>KUBAJINCH IUETHI U COXpa-
HSJIU TI0JIOKEHHYI0 KOHIIEHTPAaIHIO
deHnIaIaHUHA B KDOBHU HE TOJIBKO
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B MOMEHT IIPOBEJCHU A UCCIeJoOBa-
HUA, HO Ha IPOTAXKEHUU AJJIUTEJIbHO-
T'O BpEMEHHU.

IMopnep:xaHue cTabUIIBHOTO YPOB-
HA QeHnsaJaHuHa — BaXKHelIIee
ycJioBue A1 keH1uH ¢ OKY penpo-
JYKTUBHOT'O BO3pacTa, 0cOOEHHO

B IIepHo/j, IperpaBuapHOH MoATo-
TOBKH U BO BpeMsI 6EpeMEeHHOCTH.
Ecyu >xeHIIMHA He IPU/IePKUBAJIACh
runodeHu1aJIaHUHOBOM INETHI BO
BpeMs OepeMeHHOCTH, TO Y OyAyIIero
pebeHKa 3HaYUTEeJIBHO BO3pacTaeT
puck GOpMUPOBaHUA PA3IMYHBIX
TIOPOKOB Pa3BUTHS, B IIEPBYIO OUe-
peznb IIOPOKOB CepAIia ¥ TOJIOBHOTO
mo3ra (Mukporedanus).

B m1ane pazpaboTOK HOBBIX BU-

JoB Tepanuu 'OA B Mupe akTUBHO
BeAyTCA Hay4YHbIe UCCIIeJOBAaHN ],
OHAKO NOBCEMECTHO JI0 HACTOAIIETr0
BpeMeHU Hanbosee 3¢ PeKTHBHBIM
1 6e301aCHBIM METO/IOM JIEUeHU S
KJIACCUYECKOH (PeHUTKETOHY DU
oCTaeTcs AueToTepanus. !

Texem: Tamvana Bywyeea, 0.m.1., 8edywjuil
Hayumwlil compyonux OIAY «<HMHI] 300posvs
demeii» Munadpaea Poccuu

Ecau s#ceHuwyuHa He npu-
Jdepiicusanacs, 2unogeHu-
AAAAHUHOB0U Juemsl 80
epemsa 6GepemeHHOCU,
mo y 6yoywe2o pedbeHKa
3HaAUUIMEeAbHO 803pac-
maem puck ghopmuposa-
HUA PA3AUUHBIX NOPOKOE
passumus, 6 nepeyio
ouepeds NOPoKoe6 cepoua
U 20108H020 MO32A
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Macmep u noamacmepbe

Y ¢hepmenmos
ecmb «nooma-
cmepuvsi» — KO-
PdepmeHmul,
Komopuvte
nomozairom
padoomamwv

u ycxkopsaom
PdepmenmnuvuLe
peaxkuuu

Jlist heHnIaIaHUHTUPOKCAIIA3hI
KO(pEPMEHTOM SIBJISIETCS TETPArUPOOH-
ontepuH (BH4)

depMeHTHI B CBOEl paboTe HY:K/1a-
I0TCsI B TIOZIZIEPKKE 0COOBIX TOMOIIT-
HUKOB — KodepmeHTOB. [IpesicTaBbre
cebe MacTepa 1 OJIMacTepPbe: OH eMy
Y HY>KHBIH HHCTPYMEHT BOBPEMS MO-
JKEeT T0ZaTh, U I0/IeJIaeT HECIOKHY O
paboTy, u BMecTe y HUX JeJI0 JIyIlie
u ObIcTpee moydaeTcs. Boty dep-
MEHTOB U €CTb «II0IMACTEPhsI» —

KO epMeHTHI, KOTOPbIE IIOMOTAIOT
paborarth U yCKOPAIOT pepMeHTHbIE
peaxkmuu.

OueHb yacTo kKOpepMeHTaMU ABJIA-
I0TCsI pa3JINYHble BUTAMUHBI, KOTO-
PbIe IOJIKHBI IOCTYIIATH C HUIIEH, HO
VHOT/Ia OHU CUHTE3UPYIOTCA U B Op-
raHusMe. Takum KopepMeHTOM /1151
(eHnIaTAHUHTU/IPOKCUIIAZHI ABJIA-
ercs TeTparuapobuonteprs (BHY).
OH o6pasyeTcsi B KJIETKE B Pe3yJIbTa-
Te JecTBUs Apyrux pepmentoB. Ho
€cJIi OHH He paboTaloT, To HabJII0/1a-
eTcs ero IepUIUT, YTO OTPaKaeTCst
Y Ha aKTUBHOCTH eHUJIaTaHUHTH-
apokcuiasel. Te dopmbr OKY, npu
KOTOPBIX HapylIaeTcs CHHTE3 TETPa-
TrU/IpoOUOIITEPHHA, HA3BIBAIOT KO-
daxTopHas 'OA». J[J1s ux Tepamuu
IIPUMEHSIOT Ipenapar «CamponTe-
PUH», KOTOPBIH ITPE/ICTaBIAET COOOH
HEeJIOCTAINNA KOpEepMEHT — TeTpa-
rUAPOOHONTEPHH.

«Camnponreput» ObLT 0100PEH
YipaBJieHHEM [0 CAHUTAPHOMY

Ha30py 32 KAUeCTBOM ITUIIEBBIX
MPOAYKTOB 1 MeiukaMeHTOB (FDA)
13 1exabps 2007 roJia U CTaJI IePBOU
dapmMakoJIOruUecKou Teparuen 1Jis
nedyeHus: OKVY.

NPUMEHEHME «CANPONTEPUHA»
ANA NEYEHNS KNAGCUYECKOU OKY

VYnusurtenabHas crocobHocts «Ca-
MpoITepruHA» IOMOTraTh GEPMEHTY
deHnMATAHUHTUIPOKHCITIA3a OTME-
4JeHa AaBHO. BBIsICHUJIOCH, YTO TpU
HEKOTOPBIX MyTallUfAX, KOTOPBIE BbI-
3bIBAIOT KJj1accuueckyio ®KY, akTus-
HOCTh (pepMeHTA MOKHO ITOBBICUTb,
eciu 106aBIATh K Hemy «Camporr-
TEPUH». DTO MPOUCXOAUT ITOTOMY,
YTO OH CTAOMIN3UPYET HEPMEHT,
Zesaet ero 6osiee yCTOHYUBBIM,

¥ TOT HaunHaeT paboTaTh aKTHUBHEE,
CTaHOBUTCSA CIIOCOOHBIM paciie-
ISTh 6osbiie GeHunamanuHa. s
nanueaToB ¢ ®KY 5To 3HAYUT, UTO
ecJiu OHU NpUMeHSAIT «CamnpornrTe-
PUH», TO MOKHO pacIIuPATH CBOIO
eTy. ATO 0COOEHHO BAKHO JIJI51
MOJIPOCTKOB, KOTOPHIM BCErsla OUeHb
CJIO’KHO TIPHUJIEP?KUBATHCS CTPOTUX
MpaBuJI.

[IpubIU3UTETHHO OT 25 10 50%
MMAIMEHTOB ¢ Kaccuueckon OKY
«oTBevaT» Ha «CanponTepuH»,

U 3TO 3aBUCHUT OT MyTaI[u¥, KOTOpas
BBI3BIBAET 3a00JIEBaHHE.
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JI1 HEKOTOPBIX MyTallli TOYHO
WU3BECTHO, YTO OHU SABJIAIOTCA He-
YyBCTBUTEIBHBIMY K BO3JIEHCTBHUIO
«Camponreputnar. K coxkanenuio, 3o
OTHOCHTCS K camoit yacTor mpu OKY
myTanuu. Ecu y manueHTa reHOTUIL
R408W/ R408W, To «Camporirrepus»
paborars He OyzeT. Ho u3BecTHBI
MyTaIlUH, C KOTOPBIMH IAIAEHTHI
XOPOIIIO PearupyloT Ha TePAIHIo
«CamponTtepunom»: R158Q, R243Q,
A403V. TloaTOMY BCEM JIIOASAM C JIUa-
rHo3oM OKY, ycTaHOBIIEHHBIM OHO-
XUMUYECKUMH METOJJAMHU, PEKOMEH-
ayioT nportu JJHK-1uarHocTuky.

Bo MHOTHX pernoHax 3To MOKHO
caenath 6GecniatHo. Tak»ke ecTh
6ecnaTHas nporpamma B ®I'BHY
MTHI] (https://med-gen.ru/docs/
Brosh_ fenil_2.pdf).

JIJ1s1 BceX HOBBIX MYTAIlUi U pa3jInd-
HBIX UX cCOUeTaHUH (UTOOHI IOHSATD,
CYIIECTBYET JIK YyBCTBUTEIBHOCTD

K «CamponTepuHy») He06X0UMO
IIPOYTH CIeIUaJIbHbIN HAaIrPy30YHBIHA
TECT.

ITarueHTsl, Y KOTOPBIX BBISABIIEHA
YyBCTBUTEJIBHOCTB K «CanmponTepu-
HY», JIOJIKHBI IIPO/IOJI?KATh COOJTIO-
JaTh AUETY, HO He CTOJIb CTPOTYIO.

HOBOE B JIEYEHWUN

HeoOBIuHbIN TOAXO0/T TPUIYMAJIN
JUIsI TEpAIIU¥ B3POCJIBIX AITUEHTOB

¢ ®KY — npumenenue pepmenTta. Ho
9TO He CTaHJapTHAas (hepMeHTHAa s
3aMeCTHUTEJIbHAS TePAIus, KOTAa
BO3MEIIAIOT HEJIOCTAOIINN (DepPMEHT,
KaK, HalIpUMep, IIPU JIN30COMHBIX
3abosieBaHUAX. ITO ApyTrasa dpep-
MEHTHasI Tepamusl.

CospaHHbll a4 jjedeHusa PKY
depmeHT «Ilersanasa» mpeBpaiiaeT
¢eHMIAIaHUH B AMMHAK U TPaHC-
KOPUYHYIO KUCJIOTY. AMMHaK MeTa-
0OJIMBUPYETCS B IEUEHHU B ITUKJIE MO-
yeBUHBL. TpaHC-KOPUYHAS KUCJIOTA

¥ ee KOHEUHBIH IPOAYKT, OeH30HasA
KHCJIOTA, KOHBIOTUPYIOTCS C TIAIH-
HOM U BBIBOZSATCS C MOUOM.

Ceronus «Ilersanuaza» ogobpeHa
TOJIBKO /17151 JIEUE€HU S B3POCIIBIX
nanueHToB ¢ OKY, y KOTOPBIX KOH-
neHTpanus heHnsasaHnHa B KpOBU

He KOHTPOJIUPYETCs U IIPEBBIIIAET
600 MkMoJib/71. IIpofosKatoTCs uc-
cJIeZIOBaHUS T10 OLleHKe 6e30IacHOCTH
u 3¢ppeKTUBHOCTH 3TOTO IIpenapara
y IeTeii, TOAPOCTKOB, NAIIIEHTOB

c serkumu popmamu PKY B couera-
HuU ¢ «CanponTepruHOM» U ¢ OTPaHU-
YeHHOU JUeTHYECKON Tepanuei.

«[TerBanmunasa» (Pegvaliase) ojjo6pe-
Ha YIIpaBJIeHUEM 110 CAHUTAPHOMY
HAa/I30pY 3a KAYE€CTBOM ITHUIIEBBIX
MPOAYKTOB u MeAuKameHToB (FDA)
24 Mas 2018 rojia, AENUCTBYET B Kaye-
cTBe pepMEHTHON 3aMeCTUTETHbHOMN
tepanuu npu PKY.

Texcm: Examepuna 3axapoea, 0.M.H.
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®opwmsl DKV, npy KOTOPHIX HapyIIaeTcs
CHHTE3 TeTParuApoOuonTepruHa, Ha3bIBa-
0T «kopakTopHasa ['PA»

IIpenapat «CanponTepuH» peAcTaB-
JiseT cobol HeloCTaOUUH KopepMeHT —
TeTparupoOHONTEPUH

ITanuenTs! ¢ ®KY, npumensomue «Ca-
MIPOIITEPUH», MOTYT PACIINPATH CBOIO
ueTy. 9TO 0COOEHHO BaXKHO /1715 MOJI-
POCTKOB, KOTOPBIM BCET/]a OYEHB CIIOKHO
MPUJIEP?KUBATHCS CTPOTUX ITPABUJT

«CanpornTepuH» MOXKeT IPUMEHSITHCS
Uy HaIlUEHTOB C Kjaccuyeckoil PKY

B COUETAaHUH C IUETOH, peke 6e3 TUeThI.
B03MOKHOCTB €r0 UCIIOJTb30BAHUS YCTA-
HABJIMBAETCS BPAYOM IOCJIE IPOBEEHUST
MOJIEKYJISIPHOTO HCCJIE/IOBAHUS U HATPY-
304YHOI'0 TECTA

Jlaa ebtoopa npenapama
ecem 100aM ¢ OuazHo-
3om DKY, ycmanosaeH-
HbIM OUOXUMUUECKUMU
memoodamu, peKomMeH-
Jdyrom npoumu /THK-
JuazHOCMuKy

«[lerBanmasa» o06peHa TOJIBKO AL
JledeHUs B3POCJIbIX nanueHToB ¢ PKY,

V KOTOPBIX KOHI[eHTpanus heHuaaJIaHu-
Ha B KPOBU HE KOHTPOJIMPYETCS U IPEBbI-
maet 600 MKMOJIb/JT
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RARUS

AIOMO# BEPHYJIUCb C ANATHO30M,
ANCKOM W LIOKOM

Ouspra bammkupoBa roBopur, 4To ee
cerd CaBestuii pogusics B pybaiike,
IIOTOMY UTO peZIKOe TeHeTHYEeCKOe
3aboJieBaHVe «(PEHUTIKETOHYPU»

Y Hero oGHapYKUJIU TPAKTUUECKHU
cpasy 1nocJjie poXkJeHusi. ITO MO3BO-
JIJIO CAKOHOMHUTH CTOJIb BaXKHOE JJI51
HEro BpeMs.

Yacrto nmanueHTs! ¢ opdaHHBIMU
3a060JIeBaHUAMH U POJUTEIIN TAKUX
JileTell IPOBOAAT My4YHUTEJIbHBIE MeCs-
1B, @ TO ¥ TOJIBI B IIOMICKaX BEPHOTO
JINarHO3a, ¥ 3TO ITIOTEPSIHHOE BPEMS
HEpeJKO CTAHOBUTCA (paTaIbHBIM.
CamouyBCTBUE UesioBeka 6e3 mpa-
BUJIBHOH TEPAIIUH CTPEMUTEIIBHO
HapyllaeTcs U MOXeT IPUBECTH He
MIPOCTO K YXYAIIEHUIO, a K HeoOpaTu-
MBIM U3MeHeHUuAM. B ciydae c de-
Hunketonypuei (OKY) nmeHHO Tak:
BpeMs Ha BeC 30JI0Ta.

— Ham moBe3J10, mockoIbKy peHni-
KETOHYPU S BXOJUT B CITUCOK O0JIe3-

RARUS PEJKME BOJIE3BHU B POCCUI
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2Ku3mnb nauuenma c gheHuAKemoHypueil — amo

He3aMemHblil, HO Kaxc0OOHe8Hblll No08U2
podumeaneil, camozo pebeHka u MHO2uxX Opyaux
ardetl. Ymobwvt cmamb makum, kax opyaue,
Kadxcoblil 0eHb HYHCHO Obimb He MAaKuMm, Kax
OoHU. mo mpyoHo. B mo, kakum Caseauil
CcmMan ce2o0Hs, 810HCUAUCH U 8KAA0bIBAIOMCSA
mama, opyaue pooument, daxce pabomHuxu
demcko2o cada u wWKoAwl, 20e 019 MANbHUKA
2omossm ocobwvie baroda. U, xoHeuHo, epaui
U 8blCOKOMeEXHONA02UUHAA HayKad. Ce200HA
Caseauil yxce moxcem ecmsv 0axce AH0OUMY?O
JHCAPEeHYH0 KapMOWIKY, YUUMCS 8 00bIHHOU
wKone, ysaeHeHHO 3aHumaemcs xokkeem. Ho

11 n1em Ha3dao...

Hel, Ha KOTOPHIE IeJIaI0T HEOHATAIIb-
HBIH CKPHHUHT, TO €CTh BCKOPE I10CJIe
POXKJIeHH! s, — PaCCKa3bIBAaeT MaMa
CaBesnusa Ospra bamxkuposa.

— U BTOpOE BE3eHUE — UTO JUATHO3
3aII0/IO3PHUIIN Cpaay, ellle B O0IbHU-
e, Kak Oy TO aHTeJI-XpaHUTEeJIb Hac
BeJ1. Korza ceIHy GBLIIO OKOJIO ABYX
HEZIE b, K HaM JIOMO IIPHIILIa MeJI-
cecTpa M3 PojoMa 1 cKasajia, 9YTo
€CTb NoA03peHne Ha (DEeHUTKETOHY-
pHI0 U HYy>KHO exaTh B Kazaub (camu
mbl u3 HabepesxHbix UeTHOB), 4TOOBI
MMOATBEPAMUTE UJIH OIPOBEPTHYTh
JMarHo3.

UYepes Henemo B Kazanu 6b11u cia-
HBI aHAJTU3BI, U BCE IO/ TBEP/UJIOCH.
Cembe BbIIa I aMUHOKHUCIIOTHYIO
CMecCh, TUCK ¢ GuIbMOM O heHUI-
KETOHYPHUU U paccKasajiy, KaK co-
61r0/1aTH CHEIUATBHY IO AueTy. Bpau
yTelrasa MaMy MJIajieHIa, OHu Oe-
CeI0BaJIU OKOJIO TPEX YaCOB, HO, KaK
BcriomuHaeT OJibra, Bce paBHO (pakT
TSKEJIOTO TeHETUUECKOT0 3ab0JIeBa-
HUS BBI3BaJI Y Hee IIIOKOBOE COCTO-

«Koz0a cvbiny
ObL10 0K0A0
Jdsyx Hedenb,
K HaM 00OMO1l
npuwaa
medcecmpa
u3 pooooma

u ckaaaaa,
umo ecmbov
nodo3peHue Ha
PerHuakemony-
PUIO U HYIHCHO
exambv

6 Kazanwv»

CaMouyBCcTBUE YesIoBeKa 6e3 IPaBUIbHO-
I'o IUTAHUSA CTPEMUTEIBHO HapyIIaeTcs
U MO>KeT IIPUBECTU He IIPOCTO K yXy/Allle-
HUIO, 8 K HeOOPaTUMBIM H3MEHEHUAM
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«HA npuwaa

6 omuastHue.
dymaaa: aom
OoMO, OyOywiee
MO0e20
peoenxal»

Ecau Caga, ciyvasocs, nepeenan de-
HUJIAJIAHUHA, y Hero cpasy HaYuHaJIUCh
CHJIBHEHIIINE FOJIOBHBIE 601, a ecyiu de-
HUJIQJIAHWH He CHUXKATh, TO CO BpEMeHEM
pebGeHOK CTAHOBUTCS KaK OYATO MbsHBIH

Korza cbIH mes ¢ KeM-TO Ha IIPOTYJIKY
WJIU JIEHb POXK/IEHUA K APy3bsaM, Osbra
KOHCYJIBTHPOBAJjIa POAUTENIEH, YTO UMEH-
HO MOXXHO IPUTOTOBUTB, & UTO HY>KHO
fepaxarhb oT CaBbl IOZaJIbIlIE

«MBI Bcerjia BeJieM MMUIIEBOMH JHEBHUK,

I/le YYTEH U TOCUUTAH JI000H IPOAYKT»

IHayuenmwt 8 cemvax,
Komopuvie paHo
HAUUHAOM Mmepanuio

u coomodarom ee, mo2ym
JHcumsv no cyeHapuam
300poeuvix odeit:
noayvuums xopowee
oopaszoeaHue, coeaambv
Kapsvepy, co30amsb cemvro

saue. Korma BepHy1acs J0MOM, OHA
Cpasy BKJIIOUWJIA TUCK C (PUITBMOM,
KOTODBIH eli 1aJTu B OOJIBHHUILE.

— B dusbMe yrke B IEPBBIX KaApax
KPYIIHBIM ILJIAHOM ITOKa3aJIH YM-
CTBEHHO OTCTAJIOr0 pebeHKa B UH-
BaJIUZHOM KpecCJe, — pACCKa3bIBAeT
Outpra. — fl mpuIIa B OTYasTHUE,
JiymMaJjia: BOT OHO, 6y/y1iiee MOero
pebenka! S Basia B TSKEJIEHIITYIO
JIETIPECCHUIO.

AHEBHUK KAK 3AJIOTI CYACTbA

OpHako, ecoin narueHTty ¢ ®KY gua-
THO3 MOCTaBJIEH BOBPEMS, TSKEJBIX
HOCJIeICTBUY MOKHO N30€KaTh.
OnuH U3 KJII0YEBBIX HHCTPYMEHTOB —
3TO0, KaK U3BECTHO, COOJIIOIeHE
JIVeThI, KOTOPOH MaIfueHT AOIKEH
IpHUJIepKUBAThCS. ByKBaJIbHO KaK-
JIBIH IeHb TaKHEe CeMbH TIaTeJIbHO,
10 TpaMMaM, OIIEHUBAIOT BO3MOK-
HOCTbH MUTAHUS, YTOOBI HE 3aIIyCTUTD
OIIACHOTO CIieHapu .

— I 661 BOOOIIIE HE Ha3BaJj1a 3TO
IueTol, — roBopuT Osbra. — 9To Kak
IIIAHC BBIKUTD U XKUTh JOCTOHHO — J1a
WJIM HeT. Y MeHs MHOI/Ia BO3HUKAET
acconanus ¢ 6yIokazHbIM JIeHuH-
rpajioM, Korja cy/ipbba jiexkasa Ha
Yalie BECOB: HaXOAACh HAa IPaHU
JKU3HU U CMEPTH, JIFOIU B3BEITUBAJIN
Ka’k/1y10 rOpOyIIKY, eJIU 110 MaJleHb-
KOMY KYCOYKY, 3TH BECHI U MaJIEHb-
KY€ KyCOUKH ObLIM UX MOCTHUKOM

K 2ku3HH... ToabKO TOrAa O66171a BO-
HHa, a celuac Ha II0JIKaX MarasuHoOB
IIOJIHO €JIBI.

Tsxesble IepeKUBaHUA TeP3aIu
Ospry noutu roa. Ho Bce yeunus ce-
MbH B 60pp0€e ¢ KOBapHOU 60JIe3HBI0
OKa3aJINCh He HAIIPACHBI: peOeHOK
pasBUBaJIcA TaK, KaK U ero 3/J0pOBbIe
CBEPCTHUKH. B 11 MecsAIIeB OH BeTaan
Ha HOXKKH U C/IeJ1aJl IepBhIe [Iary,

a B T'OJ] ¥ /IBa MeCAIA IPOU3HEC IIep-
BbIE CI0Ba. Mama IoHAJa, 4To pe-
3yJIbTAT JIeiCTBUTEIBHO €CTh, U IICU-
XOJIOTHUYECKHU CeMbe CTaJIo Jierye.

Ho Ob1i1a ele ciioxkHoCTh. Kak 00b-
SICHUTH MasieHbkoMy CaBe, mouemy
OH eCT He TaK, KaK OCTaJIbHbIE JEeTU?
Osipra peminsia HU4ero He CKpbIBaTh,
IIOCTEIIEHHO, I03UPOBAHHO 00BsAC-
HAJIA TO, YTO pebeHOK MOT ITOHATb,
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YTOOBI OH HAYYHUJICS KOHTPOJIMPO-
BaTh CBOE IIUTAHMUE.

ATOoT OOJIBIION TPY/, — PAaHHEE HAYAJIO
JIUETHI U €€ IIOCTOSTHHOE COOJTIoze-
HUE — J]aJ1 MaJIBYUKY BO3MOKHOCTH
3/I0POBBIX CBEPCTHUKOB: OH ITOIIE

B OOBIYHBIH Ca/IUK, IOTOM B OOBIYHYIO
ikosty. HaJto ckazaTh, UTO B TAKOM
pe3yibrare MajgeHbKoro CaBbl — BHU-
MaHHe U OyKBaJIbHO e3KeZ[HEBHAS
3a00Ta HE TOJIBKO CEMbH, HO U MHOT'HX
JIpYTHX JIFOJIEH, BEJTb BE3/IE EMY TO-
TOBUJIU OT/IEJIbHYIO €/1y. A eCJIU ChbIH
IIIeJI ¢ KEM-TO Ha IPOTYJIKY WUJIU JIEHb
pOKieHus K Apy3bsaM, OJibra KOH-
CYJIBTUPOBAJIa POJTUTEJIEN, YTO UMEH-
HO MO?KHO IIPUTOTOBUTD, & UTO HYKHO
nepskath oT CaBbI IOZAJIBIIE, IPUYEM
B IIPSIMOM CMBICJIE CJIOBA MOAAJIBIIIE,
BeJIb MAIMEeHTHI C TAKUM 3a00J1€Ba-
HUEM He MOTYT cebe [MO3BOJIUTh HU
OJTHOT'O Pa3rPy304HOTO THS: U30BITOK
(ermasaHHA HAYNHAET CPa3y He-
raTUBHO JIECTBOBATh HAa OPraHU3M.

— MBI peryJiIpHO ciaeM aHAJIA3 Ha
ypoBeHb QA (PeHuraranun. — Ped.),
BCer/ia BeJIEM ITHUIIEBOU THEBHUK, I7Ie
VUTEH U MOCYUTAH JI000H MPOYKT,
IIOTOMY YTO He ZJail 60T CHECTD UTO-
HUOYZb HE TO UJIU HE B TOM KOJIMYe-
CTBe, — pacckasbiBaeT Osbra.

MEXAY XENIAHUEM W 3ANPETOM

Celfuac MaJIbIUKy yKe 11 JIET,

U OH JKHBET IIOJIHOM >KU3HbI0. ITa-
paJsiyIesIbHO ¢ yueboi 3aHUMAaeTC s

B CIIOPTIIIKOJIE XOKKEEM, IIPUUEM
BIIOJTHE yCITenTHO. PeHMIIKETOHY-
pUYsi HUKAaK He BJIMSET Ha OPTaHU3M,
€CJIU IPU/IEPKUBAEIIHCS TUETHI

Y TIOJIy Yaelrb HeOOXOAUMBbIE JIJTsT
OpraHu3Ma aMHUHOKHCJIOTHbBIE CMECH.
IToaTOMY, MOAYEPKHEM, MAITUEHTHI
B CEMbSIX, KOTOPbIE PAHO HAYHUHAIOT
TepaIuIo U COOIIONAIOT ee, HE TOJIb-
KO IIOJIyYaI0T BHICOKOE KAY€eCTBO
JKU3HU, HO U MOTYT KHUTH IO CIleHa-
PUAM 3I0POBBIX JIIOAEH — MOJIYUYUTD
xXopoliiee 06pa3oBaHue, CAEIATh
Kapbepy, CO3/IaTh CEMBIO.

OJ1HAKO ITOJTHOCTBIO ITpObJIEM 13-
6exxaTh He yaaock. Eciiu CaBa,
CJIy4aJioch, epeeIast MPOAyKTOB,
conep:kanux QA (beHuMaIaHUH),
y HEro cpa3y HaYMHAJIUCh CUJIbHEHN-
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11ve TOJI0BHBIE 60JIH, a ecyiu (heHu-

JIaJIaHWH He CHUIKATh, TO CO BpeMe-

HeM peOEeHOK CTAaHOBUTCS KaK OyATO
MNbSHBIHA.

— CkaxkeM, IOMIPOCUIIID €T0 CTAKaH
BOJIbI IPUHECTH, a OH BepHeTCs 1160
HE CO CTaKaHOM, 16O He C BOJ0M, —
nosicaseT Onbra. — U ¢ yueboii cpasy
HAYMHAJIVCh IPOOJIEMBI, IOTOMY YTO
IpyU HOPMaJILHOM YpOBHE (heHuIa-
JlaHWHA OO'BSICHUIIb O[UH Pa3 U OH
BCe TIOHMMAET, a IPU MTOBBIIIEHHOM
HY?KHO HECKOJIBKO Pa3 KOPOTKUMHU
CJIOBAaMH ITOBTOPUTH OJTHO U TO JKeE.

K cuacTblo, fjasipliie 3TOro TPEBOXKHO-
r'0 IOpOTa MbI HE 3aXO0/IUJIH.

OnHO¥ U3 IPUYKH CPHIBOB, CUMTAET
MaMma, CTAHOBUTCS MOAPOCTKOBOE
yIpsMcTBo. U TyT ceMbsi cTapaercs
npuberars K pa3HbIM XUTPOCTSIM.

— Korpa e3ium Ha mpueMm K Bpauy,
cTaparch JiesiaTh Tak, 4To0bl CaBa
CJIYIIAJ ¥ CJIBIIIAJT, YTO TOBOPUT
JIOKTOp, — pacckasbiBaet OJibra. —
Eme crapaemcs yalile BbIe3KaTh Ha
MEPOIIPUATHSA C TAKUMHU K€ JETHMHU,
4TOOBI CHIH IOHUMAJI: OH HE OJIUH Ta-
KO, MHOTHE JIETU JKUBYT C OTPAHU-
YeHUSAMU. BOT Tak ¥ KOMIIEHCHPYeM
MIPOTECTHHIE MOMEHTHI.

LAHC HA HOBOE MEHI0

Ho pebeHok ecTh peGEHOK, [a BEAD

U y JIIOO0TO B3POCJIOTO BCET/la €CTh
c00J1a3H HAPYIIUTH 3aIPET, IOTOMY
YTO KU3HB B PEKUME MTOCTOAHHBIX
orpanuueHnii TpyziHa. Ho HemaBHO
CeMbsI TIOJTyYuJIa HOMOIIlb. [ToscHuM,
4TO OOJIBIIUHCTBO IIPOAYKTOB I
MaIUEeHTOB ¢ QEeHUIKETOHY PUEl He
KyIHIIb B OOBIYHOM Mara3uHe, ¥ CTO-

CYObBA HAYALLIEBECOB | 35

Bc1o xcu3nbs nayuenm

¢ heHuarkemomnypueit
00.A%CeH nNpudeprcusantL-
¢ cmpoz2oil ouemul, mak
ymo deiicmeun pooume-
aeit nayuenma ¢ PKY —
amo He3amMemHbll Ha
nepeawlil 8324520 nodeuz

Yecuausa cemwbu 6 60pnvoe

C K08apHoil 60.1e3HbIO
0Ka3aaucs He Hanpac-
HbL: pe0eHOK pa38usancs
mak, kaxk e20 300posvie
ceepcmHuku. B 11 mecs-
Uee OH 6CMA HaA HONMCKU
u cdeaan nepevie wazu,

a e 200 u dsa mecaua nNpo-
u3Hec nepavle c108a
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1 cayuait Ha 10 000 —
TaKOBa 4acTOTa 3a00JIeBaHUA
dennnkeToHypuei

25%

COCTaBJISAET BEPOATHOCTD 3a60JIeBaHUA
pebenka beHUTKETOHYpHUEH, €CJTH Y PO-
uTesel eCTh NaTOJOTHYECKUY reH

«PaHblle y Hac BO3HUKaJIX Tepebou

C JIEKAPCTBOM U AMUHOKHUCJIOTHOM CMe-
ChIO, OTOMY UTO [TOKYTIAJIK 38 CBOM CYET.
A B cityuae Hamtero 3a60JieBaHuUsI, €CJIU
Tepamus He II0CTyaeT BOBPEMSI, 3TO
caMoe CTpAIIHOe»

Jl71s1 MHOTHX ceMell Tpo6JyieMOoH sIBJIseTCs

HeXBaTKa HHMOpMaIuu

Cemba
Hadeemcs

Ha ckopoe Nno-
s6.aeHue npe-
napama, Ko-
mophuwlil
no360.4ua oul
coeceM CHambv
nuweeanlte
o2paHuveHUs

WT CIeNuaJTbHOe IUTAHUE B HECKOJIb-
Ko pa3 goposxe. Ho oxosio nosyroza
Hazaj CaBesnii Ha4YaJI PETYJISIPHO

u 6ecriepebOHO TPUHUMATD IIpera-
part «CanponTepuH», U JIJis HETO OH
CTaJI HACTOSAIIIM CIIAaCEHUEM, BeJlb
riaBHad 3a7ada «CanponrepuHa» —
JepkaTh ypoBeHb QA 1oz KOHTPOJIEM
U PaCIIUPUTH JUETY, TO €CTh YBEJIN-
YUTH NOTPeOJIEHNE HATYPAJIBHOTO
6eska. I[Tpu OKY, HaIOMHUM, TIpaK-
THYECKHU 3aIpelIeHbI IPOAYKTHI, CO-
nepxkaiiue 6esok. ITo cjioBamM Mambl,
¢ 3TUM JieKkapcTBOM y CaBbl IOABUIICS
IIPOCTOP JIJIs MMHUIIIEBOTO MaHeBpa.

U pjis Hero 3TO yKe cuacThbe, Beb
J1060€ OrpaHUYEeHNe, KOT/Ia BOKPYT
TeOs BeCh MUP KHUBET II0-/IPYTOMY, —
3TO HeJIETKUU TPYA.

— Jla, ocTarTcs MPOAYKTHI, KOTOPHIE
MaIUeHTy HeJIb3sl YIOTPeOIATh HU
P KaKUX 00CTOATENhCTBAX. 110
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KpaiHel Mepe Ha CETOMHAITHUHI
JleHb, HAIPUMEP MSICO U PbIOY, — TIO-
AcHsget Ospra bamkuposa. — Ho

c mosiBsieHueM «CarporrepuHa»
crasio serue. CkakeM, HaM II03BOJIE-
HO OJTHO SIHTIO B JIEHb U CTAKAH MOJIO-
Ka. PeOEHOK MOKET ChECTh OOBIUHYIO
Karry, xJ1e000y/I04HbIe U3/en,

a YK JKapeHyI0 KapTOIIKY U BOBCE
IIOYTH B HEOTPAHUYEHHBIX KOJIUYe-
CTBax, a 9TO ero JIbuMoe 0JII0/I0, eCT
OH €€ C BBIpaKEHUEM TIOJTHEHIIIEr0
CYaCThA.

Eme ogna npuunHa, nouemy Casa
ponuics B pybaiike, B TOM, 4TO
«CamnponrepruH», Kak IPaKTUYEeCKU
U J1000H Ipemnapar, oAX0AUT He
BCEM TaIleHTaM, a TOJIBKO C OIpe-
JIeJIEHHBIMU MyTalusiMu rexa. IIpo-
BeJIeHNe HAarPy30YHOT0 TeCTa IOKa-
3aJ10, 4TO IIpenapaT MOKeT II0MOYb
OpraHU3MYy JIYUIlle PaCIIeIATh
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denmananuH. ATO ObLIa OOJIBIIAS
yZiaya — mpernapar Ha3HAYUJIH.

— Panblie y Hac elje BO3HUKAIU
repebou ¢ JIeKapCTBOM U aMHUHOKHC-
JIOTHOH CMeChI0, IOTOMY 4YTO II0-
KyIajd 3a cBoi cuet... Ho B cityuae
Haiero 3a60J1€BaHM s, €CIIU TEPATINA
He IIOCTYIIaeT BOBPEMSI, 3TO CaMOe
CTpallHoe, — pacckasbIBaeT bai-
kupoBa. — Ho BoT yxke mosiroga Ml
IoJIydaeM Ipenaparsl 3a cUeT Peru-
OHAJIPHOT'O OI0J[?KETA, IIOCKOJIBKY 3TO
JKU3HEHHO HEOOXO/IMMEBIE JIEKAPCTBA.
IToka nmepeboeB HeT.

YASHNSA W HAREXXAbI

3a cueT Toro, 4To (PeHUJIKETOHYpUA
BXOJIUT B CITMCOK 3a00J1€BaHU, Ha
KOTOPBIE JIeJIAI0T HEOHATAIbHBIHN
CKPUHUHT, a TaK:Ke Oyiarozaps 3a-
KOHOJAaTeJIbHOU U OO ?KeTHOM MO/ -
JlepKKe TOCy/IapCTBa II0 OTLJIaTe
JTOPOTOCTOSIIITUX JIEKAPCTB, TSAKeJIas
00J1e3HB IIEpecTaeT OBITH IIPUTO-
BOpoM. Bce /1elicTBUS B KOMILJIEKCE
MO3BOJISIOT MAIlIeHTaM He CKaTUThCA
B HEOOpaTHUMble U3MEHEHU S, PA3BHU-
BaThCs, )KUTH BIIOJIHE MOJTHOIIEHHO.
KoneuyHO, po/inTe N XOTAT OBITH
YBEPEHHBIMU B TOM, YTO TaKas MO-
MOIIIh Oy/IeT IOCTOSTHHOMU U Gecepe-
OOMHOM, BEJIb 9TO OYEHD BAKHO JIs
MIPOTUBOCTOAHUA OOJIE3HU.

JIJ1ss MHOTUX ceMeH, 1o MHeHU10 OJb-
T'd, TPO0JIEMOI SBJISIETCS HEXBATKA
nHbOPMaALHH.

— Bpauu KOHCY/IBTHUPYIOT, HO T€ UJIU
WHBIE BOIIPOCHI MOTYT BO3HUKATh

Ka’k/Ibli JIEHb, U, TIOHATHO, HU OZ[UH
JIOKTOD HE NMEET BO3MOKHOCTH OBIThH
Ha CBA3H 24 4Yaca B CyTKH, — IOACH-
et Osbra. — Kpome Toro, B Habepex-
HbIX YesIHaX HET HU O/THOT'O CIIelU-
aJIMcTa [0 HaleMy 3a00JIeBaHUIo,
BCe 3HaHMUA A Ipuobpesia barosaps
Ka3aHCKOMY TeHeTUKY 3yab(puu
Ba¢wuHoii. [la, ceituac s y»Ke OIIBIT-
Hasd, MHe He Hy?KHO Y KOT'0-TO YTO-TO
CIpalinBaTh, HO paHbllle UCKaJjla UH-
¢opmanuio, rae TOJIbKO MOIJIa, — Ha
dopymax, B crienaIn3npOBaHHBIX
rpynmnax... Ho BasxxHo, 4T0066I HHDOP-
MaIus ¥ COBETHI OBLIN IPABUJIHHBI-
MH, ZJOCTOBEPHBIMHU.

ITo cioBam OJibru, cefiuac cBeieHui
0 3a00JIeBaHUY CTAJIO OOJIBIIIE, B TOM
YuCJie IOTOMY, YTO AIIHEHThI U UX
POAUTENN YCTPAUBAIOT PA3JTHYHbIE
peruoHasbHble KOH(PEPEHINH, TTO-
CeImanT eBponeickue GoOpyMbl, Te
MOT'YT TOBOPUTH C BpauyaMU CO BCETO
MHpa U Y3HABaTh MOCJIETHHIE HOBO-
CTHU O pe3yJIbTaTaxX UCCJIe/JOBaHNH,
TEH/ICHITUSX B UBYUYEHUU U IPOTUBO-
cTosiHUU (HEHUIKETOHYPUU.

Kaxk u npyrue pogutenu, Osbra bar-
KHUPOBAa HaJleeTcsA Ha CKOPOe MosABJIe-
HHUeE IIperapara, KOTOPBIH T03BOJIHII
OBI COBCEM CHATH MUINEBBIE O PAHHU-
veHU. 1 XOTs TaKOU IIpenapar ele
He 3apeructpupoBaH B Poccuu, yxe
NosABJIAETCA Ha/le)Ka, UYTO HayKa
cusibHee 60JIE3HU, & TE CJIOKHOCTH

¥ OTPAHUYEHU s, C KOTOPBIMH CETOJI-
HS IPUXOAUTCS CTAJIKUBATHCA CEMbE
U peGeHKY, OJHAK/IBI OCTAHYTCA

B IIPOIILJIOM U CYACTJIMBAs «py0bari-
ka» Gyzner y eex.

CYObBA HA CALLIEBECOB | 37

Caese youce

11 aem.

OH .mo6uUm
xXoxkeil
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68 HeMm ycnexu.
E20 ycnexu —
Mo u 60.avUWol
mpyo cemvu,
spaueil

u HaYKu
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Tamvana Baadumuposna
bywyesa,

0.M.H., 6edywuil HAQYUHbBLIL
compyonux OPIAY «HMHUI]
30opoebsa demeit» Munzopaea
Poccuu

NEPBbIE MECAILIbl — CAMBIE BAXHbIE

— Tamvana Baadumupoena,
kax npoasasemcea PKY na nep-
8blx MecAYax HcuHu?

— EcJii TOBOPUTD O KJTHHUYECKUX
CHMIITOMAX, TO B IEPBBIE MECSAIIBI
MX MOYKHO IIPOCTO HE 3aMETHUTH,
ITOCKOJIBKY CHayaJia B OpraHu3Me
HaKaIJIMBAIOTCS aHOMAaJIbHBIE Me-
TabOJIUTHI, KOTOPBIE 00Pa3YIOTCA

B pe3yJbTaTe HapylIeHHOro 0OMeHa
BEIIECTB.

YTo0bI cpasy HOCe POXKIEHU pe-
OeHKa BBISIBJISAATH 3TH HAPYLIEHUS,

a IMEHHO MOBBIIIIEHHbIH YPOBEHD
dpenunananuHa, GeHUIKETOHYPUS
6bLy1a BKJIIOYEHA B IPOI'PAMMY He-
OHATaJILHOTO CKPUHUHTA. Bosie3Hb
pasBuBaeTcs ObICTPO: HAKOIJIEHHE
(enmaTaHNHA U IPOAYKTOB MATO-
JIOTYECKOT0 0OMEHA B KPOBH U IPY-
TUX OMOJIOTUYECKUX KUJIKOCTSX
OTPHUIIATEJIHHO BJIUSET HA OBICTPO-
pacTyIuii opraHu3m pebeHKa, uTo
MOJKET MPOSIBUTHCSA YIKE K TPETHEMY
MecsIIy ’KU3HH Pa3JIMUHBIMU HaPY-
IIEHUSIMU CO CTOPOHBI IIEHTPATHbHOU
HEPBHOU CUCTEMBI.

RARUS PEJIKME BOJIE3BHU B POCCUH
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/Jlas nayuenmos ¢ penunxkemonypuetl (OKY)
camoe 21a8Hoe — NPAsUIbHO OP2aHU308AMD
nevuebHoe numaHue, Komopoe obecnevusaem
HOPMAbHBLIL pocm u pa3sumue. Ikcnepm
scypHana «Pedxue boaesnu 8 Poccuu» —
gedywuil Hay4Hwvlil compyoHux OIAY
«HMHI] 300posbs demeil» MuHucmepcmaa
3dpasooxpareHus Poccuu, dokmop
MmeduyuHckux Hayk Tamvana Bywyesa.

OHa pacckasana, Kak nomous 0emsam

u noopocmkam co61100ams ouemy u 0 mom,
KaKum oHa euoum aeveHue nayueHmos

8 byoywem

— Ha xaxue u3 nauboaee oveeuo-
HbLX CUMNIMOMOE 00AHCHBLL 00-
pamums eHumaHue pooumeau?

— Ecyu 6071e3Hb He BBIABJIEHA IO
CKPUHUHTY (JIOXKHOOTPHUIIATEIbHBIN

pe3y/IbTaT UJIH II0 KAKUM-JTH00 IpH- B nep eébleé

YUHAM CKPUHHUHT HE HpOBOI{I/I.TICH),

ceMbs MOXKeT OTMeUaTh clienudu- MeC }lubl

YeCKUH, « MBIIIUHBIN», 3aIIaX TeJIa.

Pe6eHoK He pearupyeT Ha JIUIA PO- HCUSHU
AuTesIelt, HeT HHTepeca K UTPyIIKaM,

OKpy»KawmuMm npeameraM. Hepesnko npusnakoe
pasBuBaIOTCA pa3JIMYHbIE IIOPAXKEHUA
KOXXH, B TOM YHCJIE DK3€EMa, JAepMa- 60‘/'*63"11)

THUTBI. MOI‘yT IIOABUTHCA CyJOPOTH, Hecmompﬂ Ha

U IIpU OTCYTCTBHUU ITIaTOT€HETHUYECKOI'O

JIeYeHUs OHH He KyNHUPYIOTCA IPOTH- @@ 6‘b lcmpoe
BOCYZIOPOXKHBIMH TIpeapaTaMu.
pa3sumue,
— BepHo au, wmo umeHHo ou-
ema cnacaem maxkux nayueH- MONINCHO

moe, u ecau ee HAUUHAMb CPA3yY

no ooHapyiceHuu 60.ae3HU, Mo He 3amMmemumbs
OHU EMO2Ym HCUMb NOAHOUEH-

HOTL HCU3HBLIO?

— Jla, ecix ¢ MOMEHTA IIOCTAHOBKH
JINarHO3a IPAaKTUUECKHU cpasy Ha-
YaTh JUETUUECKOE JIEYEHHE, TO ITPO-
THO3 Oy/ieT 6J1arONPUSTHBIM.

WWW.RARE-DISEASES.RU
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Jluemuue-
ckoe
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duemy acro
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Msaco,
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auua
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KoM HaAmMy-
PanbHO20
oeaxa,
HYMHCHO
NOAHO-
cmwio uc-
Kaouumon
u3 numa-
HUs

Ba’KHO MOAUEPKHYTh, YTO TAKYIO JU-
eTy HeoOX0IuMO COO0JII0/IaTh B TeUe-
HUe Bcell »Ku3Hu. Paree cunTasiocs,
YTO B IIOZPOCTKOBOM BO3PACTE OT Hee
MOKHO IIOCTEIIEHHO 0TKa3aThCsA, HO
cefiuac y:ke yCTaHOBJIEHO: COOJIIONATh
JIeTUYeCKye OTPaHNYeHU ST He0OXO0-
Mo Beerzia. HekoTopble maiueHThl
B 3aBHCHMOCTH OT T€HOTHIIA MOTYT
II03BOJIUTH IOCIa0/IEHUS B TUETE

Y IIPH 5TOM COXPAHUTD JIOYCTHUMBIHA
ypoBeHb (eHnIaIaHnHa B KpoBu. Ho
B OCHOBHOM HIAI[MEHTHI C TAK HA3BI-
BaeMoi Kiaaccrueckoit ®KY (a Takmx
u B Poccuu, u B EBporre 60J1bIIHH-
CTBO) JI0JIKHBI IPUIEPKUBATHCS
CTPOTUX OTPAHUYEHU.

— Kaxux umeHHoO?

— ITosTHOCTHIO HCKITIOUUTD U3 IIUTA-
HUA IPOAYKTHI, ABJIAIOIINECS HC-
TOYHUKOM HAaTypaJIbHOTO 6eJKa, TO
€CTb MsICO, PBIOY, TBOPOT, SANIIa U TAK
nasee. JIs1 Toro 4To66! pebeHOK He
CTpajaj OT HejjocTaTka Oeska, Besib
9TO TOXKE OITACHO, B PAIIVIOH BKJIIOYA-
0T CIeIaIbHble AMIHOKHUCJIOTHBIE
cMecu 6e3 peHuIaIaHNHA.

— Ha xaxoii cmaduu ex.oua-
emcsa epayv u udym maxue KOH-
cyasmayuu?

— Ilocsie mostyueHUs pe3yabTaTOB
HEOHATaJIPHOTO CKPUHUHTA Bpay
HazHavaeT HU3KO(peHn1aJaHUHOBYIO
JIVeTY, BBIITICHIBAET PEIENT Ha CIIe-
IMaJIU3UPOBAHHYI0 AMUHOKHCJIOT-
HYyI0 cMech 6e3 peHnasannHa, 00b-
SICHAET POJIUTEJISAM, KAKUM 00pa3oM
cJielyeT KOpMUTH pebeHKa U ajee
KOHTpoJupyeT 3 PeKTUBHOCTD Ha-
3HAYEHHOTO JIeYeHU 1.

PALINOH C NEJNEHOK

— 3amem sacmademmnan naaou-
Ka nepedaemcsa pooumeasam?
Ha Hux aexcum 2aasHas om-
eemcmeeHHOCMb?

— Mo:kHO cKa3aTh, YTO 3TO TaK.
MHoroe 3aBHUCUT OT TOT0, HACKOJIbKO
IIPABUJIBHO U PETYJIAPHO POAUTENHN
BBINIOJIHAIOT HA3HAYEHU A Bpaya.
Korza cembst oco3HaeT co3/1aBUIYIOCS
CUTYaIHIO (2 3TOT IEPHUOJT MOKET
JJIUTHCA OKOJIO TO/1a), OHA HAUMHAET

Y10 Takoe aMUHOKHUCJJOTHBIE CMeCH
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Podumeau
adanmupy-
romes

K HOBOMY
oopa3y
JHCU3HU,

u cam
pedeHok
npueslka-
em x oco-
0eHHOMY

payuony

Wx mosiaBisioniee 6OJIBIIMHCTBO MPEACTABIIAET CO00H cyxue (ITOpPOoIKOOOpa3HbIE) COUeTa-
HUS KPUCTAJUINYECKUX L-aMHUHOKHCIIOT B KOMILJIEKCE ¢ BATAMUHHO-MHUHEPAIbHBIMH Mpe-
MHUKCAaMU M OMOJIOTUYECKH aKTHUBHBIMH BellecTBaMH. [I0 CBOEMY XUMHUUYECKOMY COCTaBY
CMECH J1J151 HOBOPOXKZIEHHBIX COATaHCHPOBAHBI B COOTBETCTBUY C TPEOOBAHUSIMHU K IETCKUM
MOJIOYHBIM CMECSIM, TO €CTh COZEPKAT €Ille YIJIEBOZBI U KUPBL.

Kro umeer npaBo

Kaxk/ip1ii manueHT ¢ IMarHo30M «(heHUJIKETOHYPUA» 00eCIIeunBaeTCsI aMHHOKHUCIOTHBIMHU
CMECSMU BHE 3aBUCHMOCTH OT TOTO, €CTh JIK Y peOEHKa CTaTyC MHBAaJIU/THOCTH. JleTn 6e3 nH-
BaJIN/THOCTU 00ECTIEYNBAIOTCA 34 CUET CPEJICTB PETHOHAIBHBIX OIO/[?KETOB, /€ TU-UHBAJIH-
Il — 3a cueT denepabHOro OI0/KeTa B COOTBETCTBUU ¢ [lepeuHeM crernaTn3upoOBaHHBIX
MIPOAYKTOB JIEYEOHOTO MUTAHUA [IJIs IeTeH-UHBAINUA0B. B HErO BKIIOUEHBI BCE aMUHOKHC-
JIOTHBIE cMecu O6e3 peHuIaIaHnHa, 3aPETUCTPHUPOBaHHBIE B PD HA CETOAHANIHUN JE€HD.

Korpa 1reuenue cunraercs 3G eKTHBHBIM

I'naBHBIA KpUTepUl — KOHIIEHTpanus GeHnIaJaHnHa B KPOBH, COOTBETCTBYIOIIEE BO3pa-
cTy dpusHUecKoe, HHTEJIJIEKTYaIbHOE Pa3BUTHeE pebeHKa.
ITpaBuIBbHBIN BHIOOD M PETyJIApPHOE HCIOJIb30BAHUE CIENNATU3MPOBAHHBIX IPOJYKTOB
B TeUYeHUE JIHA IOJJIEPKUBAIOT OTHOCUTEJIBHYIO CTAaOWMJIBHOCTD YPOBHA (heHHIaIaHUHA.
Hampuwmep, 4—5-KpaTHBIM IPHEM aMIHOKHUCIOTHOM CMeCH CHUKAEeT KOJIMYeCTBO HAaTyPaJjlb-
HOro 6eska, moTpebssgeMoro NaueHTOM B KaXKZbIH IPHEM IHINH. JTO NMPELYIpPEeK/IaeT
3HAYUTeJIbHbIE CKaUKU (peHUIaIaHuHA B KPDOBH.
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MIOHUMATh, YTO €CTh PEAJIBHBIN BBI-
xo7, apdexTuBHOe jedenue. Torpa
POIUTENH AJANITUPYIOTCA K HOBOMY
0bpasy *KHU3HHU, peXKUMY IUTAHUA

U caM peDeHOK IPUBHIKAET K CBOEMY
0COOEHHOMY paIMoHy B OyKBaJIbHOM
CMBICJIe C ITeJIeHOK. PeHUIKEeTOHY-
PHIO MOXKHO pacCMaTpPUBATh HE KaK
3abo0JieBaHue, a KaK 00pas3 KU3HU.

KOHC‘—IHO, BcCerjga €CTb OIraCHOCTb

HapymuTb YCTAHOBJICHHBIE ITPDAaBUJIA.

Yaiie 5TO MPOUCXO/TUT, Korzia pebe-
HOK OKa3bIBaeTCsl BHE /I0MAa, HAIPH-
Mep B AETCKOM CAZy, LIKOJIE, CPEAU
Zpy3eii. Tak 4TO BaKHO /10 BOBHUK-
HOBEHU TAKUX CUTYalUi ICUXO-
JIOTUYECKHU TIOATOTOBUTD pebeHKa,
OpraHU30BaTh Er0 CAMOKOHTPOJIb

¥ yOequTh B IPABUJIBHOCTH U HEOO-
XOJUMOCTH €r0 0CO00r0 IUTAHUS.

— OueeudHo, NOOPOCMKOBbLIL
nepuood, ko20d NOABAEMC
Ynpamcemeo, MO}CHO cHumams
cambim ONAaAcHuvIM?

— Kak nipaBuio, fa. Haiie mMeHHO
TOrZa HAIIX MaIleHThl HAYMHAIOT

TATBEAHA BYLLIYEBA:

OTKAa3bIBaThCA OT JUETHI, CAMOCTOSI-
TEJIBHO €€ PACIIUPATD.

— Yem amo onacHo?

— ¥V pebenka yxXyIamTcs camMo-
4yBCTBUE, IAMATH, CIOCOOHOCTH
KOHIIEHTPHPOBATh BHUMAaHUE U yC-
BaMBaTh HOBYIO MH(OPMAIUIO, 110~
ABJIAIOTCSA HealeKBaTHbIE IIOBEJEH-
4JecKHe peaKIUy, 3MOIIMOHATIbHAA
HEYCTOMYMBOCTH. Bce 3TO cBA3aHO
C TIOBBIIIIEHNEM B KPOBH (peHmIana-
HHUHA. Y/IepKaTh ero B He00X0{MMOM
JnanasoHe Ha (pOHe pacIIupeHHON
JIMeTHI HHOT/IA IOMOTaeT MeIuKa-
MeHTO3HOe JieueHue «Canponrepu-
HOM», HO, K CO3KaJIEHHIO, JaHHBIH
IIpernapar HOAXO/IUT He BCEM.

— Ilouemy?

— «CanponTeprH» Ha3HAYAETCH,

eciany pe6eHKa HYaCTUYHO COXpaHEHa

aKTHUBHOCTH (pepMeHTa deHuIana-
HUHTHJPOKCUJIA3BI, UTO 3aBUCUT OT

redHorumna. Ilpenapar crabuianus3upyer

CTPYKTYpY Oejika-sH3UMa U IIOMOTa-
eT (pepMeHTY BBIIIOJHATH €T0 OCHOB-

«PKY - 3TO OBPA3 XXN3HN» | 41

DeHuakemo-
HYPUIO MONCHO
paccmampu-
eambv He KAk
00.1e3Hb,

a Kak ocoowlil
oopa3 dcu3Hu

Ecnu gueTy HapyIIuTh, y HOJPOCTKA
YXYAIIAITCA NaMATH, CHOCOOHOCTH
KOHIIEHTPUPOBAaTh BHUMAaHUE, yCBANBATh
HOBYI0 HHGOPMAIUIO, TTOSBJISIOTCS He-
a/IeKBaTHBIE ITIOBE/IEHYECKUE PEAKITUHI

HasHaueHue npenapara y naieHTOB
¢ pazupimu Tuniamu PKY umeer ocoben-
HOCTHU

RARUS PEJKME BOJIE3BHU B POCCUI
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HYI0 GYHKIHIO — Ipeo6pa3oBbIBATH
aMUHOKHCJIOTY (peHMIIaTaHUH B aMU-
HOKHCJIOTY TUPO3UH. Biiaropaps
STOMY IOBBIIIAETCS IEPEHOCUMOCTD
HaTypaJbHOTO IUIIEBOTO DeJIKa.

[epen Ha3HAUEHMEM IpeIapaTa
MAIAEHTY C COOTBETCTBYIOIUM Te-
HOTUIIOM IIPOBOJIUTCS TECTUPOBAHUE
Ha YyBCTBUTEJIBHOCTD K «Carnponre-
PHHY» U IIPU MTOJIOKUTEIFHOM pe-
3yJIbTaTe Ha3HAYAIOT Ipemnapart. /la,
y ZIeTel, OTBEYAIOI[MX HA TEPATIUIO
«CamponTepnHOM», Ha (pOoHE eTo
PeryJspHOTo IpueMa ueTa OyieT He
TaKOH CTPOTOH U UX PAIlMOH 060ra-
THUTCS HATYPaJIbHBIMK OEJTKOBBIMU
npoaykramu. [Ipu aToM ypoBeHb de-
HUJIAJIAHUHA OCTAHETCS B IOMYCTHU-
MBIX nipefiesiax. Koneuno, aTo gact
BO3MOKHOCTD IIOBBICUTD KAYECTBO
’KU3HU MMaI[UeHTa.

Ho cymecTByeT u Apyras cCTopoHa
Bompoca. /leso B TOM, 9YTO OKOJIO 4%
oT O6H.[€I‘O Yyucjia BbIABJIEHHBIX 110
CKPUHHUHTY MTaIlHEeHTOB C IIOBBIIIEH-
HBIM yPOBHEM (peHUIaJJTaHUHA KPOBU

UMelT He kjaaccudeckyro OKY, a Tak
Ha3bIBaeMyI0 aTUNINYHYI0 (popmy de-
HuiIkeTonypuu. [Ipu Helt «Campon-
TepUH» ABJIAETCA MaTOTeHeTUUeCKUM
(00s13aTETLHBIM, KU3HEHHO BaXK-
HBIM) JIEYEHHEM U JIOJI3KEH Ha3Ha-
YaThCA Cpasy MOCsIe NOATBEPIKAEHU
amarsosa. B atux caydasax Bompoc

0 Ha3HAYeHUU JVeTHI pellaeT Bpay,
TaK KaK IIPU HEKOTOPBIX aTUITUYHBIX
dopmax PKY gueta He MOKa3aHa.

3A MUTAHUEM - B ANTEKY

— Hackoavko u npenapam,
u cmecu 00CMYnNHbL NAYUCH-
mam? He npuxodumcs au ux
eblousamsw ¢ 6oem?

— YT0 KacaeTcs aMHHOKUCIIOTHBIX
CMeceid, TO y2Ke MHOTO JIeT Halll|
TMANEeHTHl 00eCIeunBAIOTCSA HMU
6ecrtatHo. Cpasy Mo yCTaHOBJIEHUH
AVarHo3a Bpa4y-reHEeTHUK B IIEpUHaA-
TaJIbHOM LEHTPE UJIN II0CJIE HEOHAa-
TaJIPHOTO CKPUHUHTA BBHITUCHIBAET
PENENT U POIUTEIH TIOJTyUAI0T CMECH
B alITEKaX COBEPIIEHHO OeCIIATHO.
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31ech IENCTBYET Ta %Ke CUCTEMA, UTO
U CJIEKapCTBEHHBIM 06ecnequI/IeM
JIBTOTHOM KaTeropuu rpask/iaH.

JTo 14 JieT Be/leHME TAKUX TAI[EHTOB
TpebyeT 60JIbIlle BHUMAHUSA, U UM
JAIOT MHBAJIUIHOCTD, YTOOBI 00ecIe-
YHMBATh [0 IEPEYHIO U3 Denepaib-
Horo Gro/izketa. [IpaB/ia, HEKOTOPBIE
POZIUTEIH OTKA3bIBAIOTCS OT UHBA-
supHocTH. Haxo/sich B III0KE, OHU He
TOTOBBI IPUHATH CUTYAI[UIO U Peasib-
HO 0CO3HATh, UTO JIJIS1 HUX 3TO 00JIb-
II0€ MOJICTIOPbE.

— Bce nauyuenmut ¢ PKY dpuxcu-
pyromesn e peczucmpe?

— Koneuno. Bce nanueHTsI ¢ oa-
TBEPK/ACHHBIM JUAarHO30M «de-
HUJIKETOHYPHUS», UJIU «Turnepde-
HUJIaJaHUHEMUA», HAXOAATCA Ha
JMCIIaHCEepHOM HaOJIIOZIEHNH, ¥ 9TO
O4YeHb BaXKHO. B nepByIo ouepenb
IIOTOMY, 4TO obecIleueHue CIeny-
AJIM3UPOBAHHBIM IIUTAHUEM U JIeKaP-
CTBaMU IIPOUCXOAUT B COOTBETCTBUUA
C 3TUM PETUCTPOM.

— I'de pooume.au 6epym cmecu?
IIpasuabHo s nNOHUMAIO, MO

8 00bIMHBbLY anmeKax ux He 8bl-
dadym?

— OOGBIYHO K MEIUKO-TEHETHYECKUM
¥ [TIepUHATaJIbHBIM IIEHTPaM, T7e
BeJIETCA AUCIIaHCEPHOE HAbITIONE-
HUE, IPUKPEIIEHBI OIIPEe/IeJIEHHbIE
anTevyHble MyHKTHI. VIMEHHO Tyaa

U MIPUXOJAT POJUTEIIH C PELENITOM,
BBIIIMCAHHBIM BPAuOM.

— AMUHOKUCAOMHbBLE CMeCU 01
acex 00uHaKoewt?

— CocraB crienuaJu3upoOBaHHBIX
aMUHOKHCJIOTHBIX cMeceil nudde-
PEHIUPOBAH B COOTBETCTBUU C BO3-
PacTHBIMH NIOTPEeOHOCTAMH Haly-
€HTOB. Bo Bcex cmecaX OTCYyTCTBYET
(eHnIaIAHNH U IOBBIIIEHO KOJIH-
4JecTBO TUpo3nHA. CMecH A1 feTei
IIEPBOTO I'0/ja JKU3HU COZIepKaT TaK-
K€ JKUPBI, YIJIEBOJbI, BUTAMHHHO-
MUHepaJIbHBIH KOMIIJIEKC, BaXKHbIE
OmMoJIOTYeCKY aKTUBHBIE BEIIECTBA
HaImozo0ue IeTCKUX MOJIOYHBIX CMe-
cefi. CMecH JIJIs CTapIINX [aIlueHTOB
coziepKaT OOJIbIIee KOJIMYECTBO
6eTKOBOTO SKBUBAJIEHTa, HEOOJIBIIOE

TATBEAHA BYLLIYEBA:

KOJIMYECTBO yIJIEBOAOB, BUTAMUWHBI
1 MUHEPpaJIbHBbIE BelleCTBa.

— A umo xacaemcs oGecneue-
Husn «Canponmepurom»?

— DTOT Ipenapar BHECEH B CITHCOK
JKU3HEHHO BaXKHBIX JIEKAPCTBEHHBIX
CPEJICTB, IO3TOMY JAETAM, JJI1 KOTO-
PBIX TaKOH mpemapar ABJIAeTCS KU3-
HEHHO HeOOXOZMbIM (ATHIIUYHbBIE
¢opmsbl), obecrieueHre TApAHTUPOBA-
Ho. CiioxxHee ¢ kinaccuueckonn OKY.
CHavaJsia Hy>KHO IIPOTECTUPOBATH I1a-
IIMEHTA Ha YYBCTBUTEIBHOCTD, a IO-
TOM JI0Ka3aTh, 4TO «CanponTepuH»
TI03BOJISIET EMY PACHIUPUTD TUETY

Ha [TOCTOSTHHOM OCHOBe. Y HAac MoKa
HEMHOT'0 TAIIEHTOB C KJIACCHYECKOH
OKY, KoTOpble OJIyYaIoT 3TOT IIpe-
napart. Hazetoch, 9TO B CKOPOM Bpe-
MeHH ux Oyzet Gosiblie.

AOPOr XJIEB K OBERY

— IHoayuaemcs, wmo npo6aem
¢ omableuusocmbio 2ocyoap-
cmea y makux nauueHmoa Hem
U uM oarice UHBAAUOHOCTL
darom 6e3 npoeoaouex?

— Kax g u roBopusa, 710 14-JI€THETO
BO3pacTa TpyJAHOCTeH ¢ opopM-
JIEHVEM WHBAJIUHOCTH y HAIIIUX
narueHToB HeT. Ho ecTh mpobsiema
B POIUTETHCKOM OTHOIIIEHUH, ECIIH
CceMbs IICUXOJIOTUYECKH HE TOTOBA,
uto y pebenka 6yiet opopmiena
WHBAJUHOCTh, YCMaTPUBAET B 3TOM
HEKOTOPYIO yIepOHOCTb, YIIIEMJIIEH-
HOCTB CBOETO pebeHKa.

A UHBaJINHOCTB B IIEPBYIO OUEPEb
HY>KHa KaK MaTepuaJjibHasA IIOMOIIb,
4TOOBI IIPOBOAUTD AOIIOJTHUTEJIbHBIE
peabuINTallMOHHBIE MEPOIIPUSITUS,
3aHATUA C IICUX0JIOTOM, UMeTh BO3-
MO>KHOCTB ITOCeIaTh pa3BUBAlOIIHe
KPYXKH U CEKIITUHU, [IOKYIIaTh CIIEITH-
AJIN3UPOBAaHHBIE HI/I3K06eJIKOBI>Ie
IPOAYKTHI.

ITocenHee oueHb BaXKHO /IS HOP-
MaJIbHOH 9HEPreTUUYECKOU IIEHHOCTH
CyTOYHOI0 MUIIEeBOro panuoHa. Kak
IIPaBUJIO, IJISI 3TOTO UCIOJIB3YIOT
HHU3K00EeJIKOBBIH XJ1e6, MaKapOHBI

u 6e36eIKOBble MOJIOUHbIE HATUTKU.
K coxxasneHuio, TAKUMHU IPOYKTa-
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Hu3xo0eaxo-
8blil Xx1e0 uau
nauka HU3Ko-
0eaxoebulx
MAKAPOH
MoHcem
cmoumbs om
400 00

600 pyo.aeil

MU HaLUeHTHl He 06eClednBalTCa
3a cueT OI0/IKeTa, ¥ POAUTENIHU BhI-
HYJIeHBI IIOKyIIaTh uX camu. Ho

B HEKOTOPBIX peruoHax 6Jiarogaps
IIAOUEHTCKHUM OpI‘aHI/ISaHI/IHM u Bpa—
4yeGHOMY COODIIECTBY HU3KO6E-
KOBBI€ TI01y(pabpUKaThl 3aKyIAaI0T
[EHTPAJIN30BaHHO. 37eCh MHOT0e
3aBHCHUT OT BO3MOXKHOCTEH peruoxa,
MeCTHOﬁ UHHUIIUATHUBBI U aKTUBHOCTHU
001I[eCTBEHHBIX OPraHU3aInH.

— Jopo2u maxue npodyxkmut?

— Ha nopsanoxk fopoxxe, 4eM 00bI4-
Hble. Hanpumep, HU3K006€IKOBBINA
x71e0 WJIH MavKa HU3KOOEeIKOBbIX
MaKapOH MOKeT CTOUTH OT 400 J10
600 py0.

Hazno oTMeTHTB, UTO ecIu PaHbIIIe
TaKHUX POAYKTOB IPAKTUYECKU

He OBLJI0, TO CETOAHS ACCOPTUMEHT
ux mupok. EcTh crienmnanpHbie
WHTEpPHET-Mara3uHbl, IyHKTHI Ji1e-
THUYECKOTO IUTAHWUS, I/Ie MOXKHO UX
npuobpectu. Bipouem, HEKOTOPHIE

No 17

MMaIueHThl 00XoaATes 6e3 Creru-
aJIbHBIX HU3KOOEIKOBBIX IPOIYK-
TOB, 0COOEHHO Te, KTO MOJIyYaeT
«CanponTepun».

— To ecmb, HecMOMPA HA MO
umo mepanus 8 npuHyune ooHa
u ma sxce 041 ecex, eCmv HIOaM-
cui?

— Jla, IOTOMY YTO TOJIEPAHTHOCTD
K HaTypaJIbHOMY O€JIKY y HAIIuX
MMaleHToB pa3Hasd. BepHeMmces k Ha-
vany: ®KY — 5To HacyieZicTBEHHOE
3ab0JieBaHUE, TIKECTb KOTOPOTO
ompenessieTcs PAaoM My TaIluH,

a UX BeJINKOE MHOKecTBO. KTo-To
JIOJI?KEH CTPOTO COOII0ZIATh Aue-

TY, @ KTO-TO MOXKET UCII0JIb30BaTh
npemnapatT «CamnponTepuH» U AaKe
0CBOOOIUTHCSA OT AMHUHOKHCIOTHBIX
cMecel, ymoTpe0bsisisa B MUY 00bId-
HbIE TPOJTYKTHI.

Ecyii mogBOAUTD HEKUHA UTOT, MOK-
HO CKa3zaTh, 4To Kjaccuueckas OKY
OyZeT MPOTEeKATh TAKEJIO IIPU OTCYT-
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CTBHH JIeYeHH A, HO €CJIN BCe IIpa-
BUJIBHO U BOBPeMs OpraHU30BaTh,
of00paTh MHAVBUYyaIbHBIA paIy-
OH U PeXUM IIUTAHUA, TO JIeYeHUe
Oynet 3 dEeKTUBHBIM, U MBI ITOJIY-
UMM XOPOIIHUH pe3yJIbTar.

0COBEHHOCTN HALMOHANBHOM
OEHUNKETOHYPUN

— Cywiecmeyem au 2eozpagu-
yeckan cneyuduxa y eHuaxe-
monypuu?

— Yare Bcero ®KY BcTpeuaetcs

B Upnanauu u Typruu, npu 5TO0M
OKOJIO ITOJIOBHHBI AIIJUEHTOB — 3TO
serkue (popMbl runepdeHuaa-
HuHeMuil. [IpoaBUrasch Ha BOCTOK,

B cTopoHy Kutas u flnoHuu, Mbl yBU-
JILM, YTO TaM 3a00J1€eBaHUE BCTpeYa-
eTcs Topasfio pexe.

Yro Kacaercs HaIIeH CTPaHBL, B TeUe-
HUe MHOTHUX JieT yactota ®KY cra-
OUJIBHO COCTABJISET IPUMEDPHO OAUH
cJIyuaii Ha 7000 HOBOPOXK/IEHHBIX,
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ITALY 1; ?

LIEY A

a OOJIBIITUHCTBO MYTaI[Ui COOTBET-
CTBYeET KJjaccuueckoi PKY.

— 3nauum, nayuenmoes ¢ PKY
8 Kumae u Inonuu nem?

— EcTb, HO Yy HUX MOTYT OBITB IpyTHE
MyTaIllH, TAKKE CBA3aHHBIE C STHHUYE-
CKUMH 0COOEHHOCTsIMHU. PazymeeTcs,
C y4EeTOM YCHJIEHUST MUTPAIIHOHHBIX
MIPOLIECCOB TEOPHU S STHHUYECKUX 3260-
JIeBaHUH 0cy1abeBaeT, TaK KaK IPOKUC-
XOIUT cMelieHue reHodona. Hampu-
Mep, B ITOCJIEHEE BpEMs Y HaC Jalle
cTasu GUKCUPOBATHCS TaK Ha3bIBae-
MBbI€ JIETKUE MYTAI[UH, ITPH KOTOPBIX
HUCXOIHBIN (peHUnIaTaHuH KPOBU HE
OU€Hb BBICOK. B TAKUX CIy4Yasix Mbl

He cpa3y HauMHaeM JIeueHHe, a TOJIbKO
KOT7]a yPOBEHD (DeHUTaTaHNHA TIpe-
BBIIIIAaeT 360 MKMOJIb/JI U BhIlIe. Y 3710-
POBBIX JTto7iel 63 (PEeHUTKETOHYPUH
HOpMa — 10 120 MKMOJIb/JI HA JIUTP.

— Meswcdy Hopmoil u nokazame-
Aem 01 HaUaAd AeveHUsn 3a30p
0080.15HO 6oAbULOIL.

'ﬂﬁ““‘ SR THAN

CYPRUS
TEAL)

Yame Bcero ®KY Berpeuaercs B MpiaH-
nuu u Typuuu

1:7000 —

TaKoOBa 4acToTa GeHUIKETOHYPUU
B Poccun

B nocsiesiHee BpeMs cTaIu yalle GuKCcH-
poBaTbcs JIeTKUe MyTalluu
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B xomandy
nauueHma
exooum

He MOAbKO
2eHemux,

HO u neduamp,
ncuxo.noz,
Jopyz2ue spavu-
cneuyuaaucmul

Ilepeod
HA1AA0M
Juemul 8aAXHCHO
co3damuv

Yy podume.aeil
NpasuabHY1I0
momusauuro

— MBI ero B35 He ciydaiiHo. [leso
B TOM, YTO IIPH yPOBHe (dheHusIana-
HUHa He 60J1ee 360 MKMOJIb/T HET
MTOBPEXKAAIONINX AJ1 [IEHTPATbHOHN
HEPBHOU CHCTEMBI ITOCJIE/ICTBUH.
IToaTomy, ecsiu pebeHOK poAMIICs

c oKasareaAMHU peHuIaJTaHuHA
KPOBH BBIIIIE 120 MKMOJIb/JI, HO HUXKE
360 MKMOJIb/JI, ero O6epyT Mo Ha-
6JII0/IeHYE, OZTHAKO TUETHUECKOE
JieyeHUe cpa3y He Ha3HAYaloT.

CUMBN03 CEMbW M IOKTOPA

— Jlemu ocmaromesn demovmu,
xouemcsn eKkycHeHbko020. Kax
nomousb um?

— OueHb BaKHO MepeJ] HAYaJI0M JTHU-
€ThI CO3/IaTh IPAaBUJIbHYI0 MOTHBA-
LU0 Y poauTesel pebeHka. JleueHre
HacJIeICTBEHHBIX 3a00JIeBaHUH —
paboTa MyJIBTUTUCITUTITMHAPHOH
KOMAH/IbI, T03TOMY B TIEPBYIO OUe-
PeZb MBI IIPUBJIEKAEM IICUXO0JIOTOB
J1J1s1 pabOTHI C POAUTEIIIMU, UTOOBI
IIOMOYb MM CIIPABUTHCS C ITOKOBBIM
COCTOSTHHUEM OT HEOXKU/IAHHOTO W3-
BECTHUA 0 3a00JIEBAHUY, PA3HACHUTD,
YTO IIPU CBOEBPEMEHHOM U TPaBUJIIb-
HO OPraHU30BaHHOH JIUeTOTEPANINHU
MIPU TTOCTOSTHHOM KOHTAKTe C Jieva-
I[UM BPa4yOM U JIDYTUMHU CIIeIIHaJIH-
cTaMU pa3BUTHE pebeHKa He Oy/ieT
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OTJIMYATBHCA OT €ro 3J0POBBIX CBEP-
CTHHKOB.

— Tax ¥mo 2aaeHbwlil 8 duemo-
mepanuu nayueHma — epau
uau podumeau?

— 910 B JII0060M ciIyuae cuMOu03,
ITOTOMY UTO Ha MEPBBIX MTOpPaxX Bpay
uHOPMUpPYeT U 00yUaeT poAUTENEH,
a 3aTeM KOHTPOJINPYET U KOPPEK-
THUPYET JIEUeHHE Yepe3 IOCTOSHHYIO
CBA3b ¢ poguTesnsaMu. ITocTerneHHO
pozuTeiy, oco3HaBasd mpobiemy, 6e-
PYT Ha cebs MOJIOBHHY 9TOTO Opeme-
HU ¥ CTAHOBSITCS BPAYOM JIJIST CBOETO
pebeHKa, BeJlb HMEHHO OHU HAXOZAT-
Cfl C HUM 24 Yaca B CYyTKHU.

Jla, posib pyKOBOAUTEJIA BBIIIOJIHAET
Bpay, HO TyT Ba>KHO YCTAHOBUTD IIpa-
BUJIbHBIE OTHOIIEHUA MeXK/ly ceMbei
1 KOMaH/I0H, B KOTOPYIO BXOZAAT He
TOJIBKO T'€HETUK, HO U IIeJIUaTP, IICUX0-
JIOT, IPyTHe BPAYU-CIIEIUATIUCTHI, — UX
cJ1akeHHOe B3auMOZIeHCTBHE ITOJI0XKH-
TeJIbHO BJIMAET Ha KOMIIa€HTHOCTB, TO
€CTb IIPUBEP;KEHHOCTb CEMbU JIEYEHUIO.

— ITo udee ecau pedbeHok ¢ dem-
cmea numaemecs no onpedeaeH-
HOMY MEHI0, TO NOMOM eMYy He
3axouemesn ecms mo, WMo OH
Hukxo20a He ena?
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— Ecyu peGeHOK ¢ /ieTcTBa mpu-
V4eH K OIlpe/ieJIEHHOMY ITUTAHUIO,
TO ZIEHCTBUTEJIHHO €0 GY/IET MaJIo
MIPUBJIEKATH BKYC OOBIYHOMU €7[bI.
KoHeuHo, BasKHO HCIIOJIb30BATH Pa3-
HOoOoOpasue QpPyKTOB U OBOIIEH, TO
€CTh ZIaTh HEKYIO «BET€TAPUAHCKYI0»
HanpasJeHHOCTh auete. Ho B ro6om
cJIydae OCHOBOM MCTOUHHK BUTAMHU-
HOB ¥ MHHEPAJIbHBIX BEIIECTB — 9TO
aMHHOKHUCJIOTHBIE CMECH.

— Kaxum ebt gudume 6yodywee
aeveHue nayueHmos ¢ PKy?

— Hapno ckasats, uTo peHntKe-
TOHYPHUSA SBJIAETCA CBOEOOpA3ZHOH
MOJIEJIBIO ZIJ1sl pa3pabOTKK METO/IOB
JieueHus 60e3Hell 0OMeHa BEIECTB.
Hanpuwmep, Ta ke JueToTepanus
BIIEPBBIE OblyIa pa3paboTaHa HMEHHO
aasa nanueaToB ¢ DKY. bosee Toro,
MMEHHO 3TO0 3a060JIeBaHNE IIEPBHIM
BKJIIOUMJIY B HEOHATAJIBHBIN CKPH-
HUHT, TOTOM TOSIBUJIACH [TEPBasi
JleyeGHAsA CMeCh, KOTOpPAs IIOCTOSHHO
COBEPIIIEHCTBOBAJIACH U IIPUBEJIA

K TOMY, 4TO cefiuac uMeeTcs 00JIb-
III0# BBIOOD CHEIUaTN3UPOBAHHBIX
aMUHOKHUCJIOTHBIX POAYKTOB.

Kpowme Toro, cerogHsa B MUpe LINPO-
KO Hcnonb3yerca «CanponTepun»
U IPOXOAAT NINPOKUE KIUHUYECKHe
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WCIIBITAHUS HOBOTO IIperapara, mo-
JI06HOTO (hepMeHTO3aMEHUTETHHON
Tepaluu U NpeHa3HAYeHHOTO J1JIsI
manyueHToB crapiie 16 jet. CyTh el-
CTBHSI HOBOTO IIpernapara B TOM, YTO
OH nepepabaThIBaeT peHMIATaHUH
BMECTO HepaboTaroiero hepMeHTa,
M03BOJISAS TAIUEHTY PACIITUPUTD JU-
€Ty U yIoTpebJIsTh IOCTATOYHOE KO-
JyecTBO Oeska 6e3 UCIIOJIb30BaAHU A
aMHHOKHCJIOTHBIX cMecel. BaskHo,
YTO IPUMEHEHHE DTOTO Mperapara He
3aBHCHUT OT T€HOTHUIIA MAI[KEHTA.

— Ymo 6t 8bt nodicearaau poou-
meaam u nayueHmam?

— Hapno ckasatp, 4TO 00IUMU ycu-
JIUSIMU Bpauell, FeHETHUKOB, POUTE-
JIel ¥ CaMUX NAIIMEeHTOB MBI 32 3TH
TOZIBI Y2Ke JOCTHUIJIN OYeHb MHOT'OT'O.
S Mory mokesiaTh BCEM TOJIBKO yCIIe-
xa 1 onTuMu3Ma. Mbl uMeeM /1eJ10

¢ cepbe3HBIM 3200JIEBAHUEM, HO ECTIU
BOBPEM IPUJIOKUTD YCUIIHA, TIEpe-
CTPOUTHCA Ha HOBBIH 06pa3 :KU3HY,
TO, KaK F'OBOPAT BPauy, IIPOrHO3
OyzeT 6JIaTONPUSTHBIM, a Y HALITUX
MIO/IOIIEYHBIX — HHTEPECHA IOJTHO-
IIeHHad KU3Hb, TeM O0JIee YTo ce-
roziHs pa3paboTKaM HOBBIX METO/IOB
JieueHust oppaHHBIX 3200/ I€EBAHUM,
K YHCJIy KOTOPBIX oTHOcHUTCA U PKY,
yaesercs 6omnpinoe BuuManue. [

«Mvbt umeem
deno

C Cepbe3HbIM
3adboaesaHuem,
HO ecau
sospemsn
nNpUAoHCUMDH
ycuaun, nepe-
CMpoumbCa HA
HOo@bI

oopa3 x»cu3Hu,
Mo NPoO2HO3
oyodem O.aaz2o0-
NPUAMHbBIM,

a Yy Hawux
NOOJONEeUHLBIX —
uHmepecHasn
NoOHOUEeHHAaN
HCU3HBLY

I/II[yT mnpoxne KJIMHUYECKUEe UCIbI-
TaHWS HOBOTO IIpernapara, mojo6Horo
depmMeHTO3aMEeHUTEIHHON TepaTnu
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3aboneBaHve

JIErko nepenyTtarb

C apyrumn. Ho gns tex,
KTO YCMELLUHO MPOLLEST
ONarHOCTUYECKYHO
OOWCCELD, CEroAHS y>Ke
eCTb Tepanus
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OueHb uacmo opgdartvie 60.1e3HU NPAUYMCS OM 8pavell 3a MAackoil
yacmowix 3a604e8aHUll, C KOMOPbLIMU UMEIOT CXOXCUEe NPOSABAeHUSL.
Bpems om nosieaerus cumnimomos 601e3Hu 00 YCmaHos.1eHUSL 6ePHO20
duazHo3a Mocem 3amsHYMbC HA Mecsaubl u 0adxce 200bl. A Oblsaem,
Ymo ooHa 60.1e3Hb MOXHCEM UMeMb Pa3Hble KAauHu4deckue gopmuvl. OHU
PasAuuarmes no 803pacmy Ha1aad, CKOpocmu npo2peccuposaHiisl,
COUEeMAHUI0 CUMNIMOMO8, XOM S NPUHUHOLL 2815110MC MYymayuu

8 0OHOM U TNOM Jce 2eHe. IMO OUeHb OCAOHCHACTN KAUHUUECKYHO
duazHocmuxky. Bpau doaxcer dozadamucs, 0 kakom 3aboresaHuu udem
peub, u 6bICMPO HA3HAUUMb UMEHHO MAakoil 1abopamopHbill mecm,

Komophwlil HeobxoouM.

Tuposurnemusn mun I (THP1) omHocumcs kak pas3 x mem
3abosesaHusm, Komopbwle ne2ko nponycmums. Ee kauHuueckue
NposieAeHUs HanoMuHarwm opyaue 6oae3Hu. MHoz2ue nayueHmbl
Mo2ym Habadamuvcs ¢ OUA2HO3AMU «2enamum HesiCHOU 3MuoA02ULL»,
«paxum», «dobpoxavecmeeHHoe HO800OPA308aHUE»

OCTPASl ®OPMA

Kpowme Toro, cyiecTByeT HECKOIBKO
¢opm 6os1e3HU, KOTOPHIE OTIUYAIOT-
CA IPYT OT APYTA TI0 MTPOSIBJIEHUSIM.
OjiHa 13 HUX HAUMHAETCSI OY€Hb PAHO
(y>ke Ha IEPBBIX MECATAX KU3HH)

U CTAPTYET PE3KO, TOITOMY Ha3bI-
BaeTcs octpod popmoii. I[Tpu sToit
¢opme TUP1y pebernka ObICTPO
Pa3BUBAIOTCS CUMIITOMBI IIOPAKEHILS
MEYEHN: YBEJIMYHBAIOTCS €€ pas-
MepHI, HapyIaTces GyHKIun. Bee
3TO IPUBOJIUT K PUCKY KPOBOTEUE-
HUI, TaK KaK IIe4eHb HeoOX0uMa
JUIs cUHTe3a 6eJIKOB, YYACTBYIOIINX
B CBEPTHIBAEMOCTH, U K PHCKAM HH-
TOKCHKAI[UU OPraHU3Ma, BeJIb I1e-
YeHb 3a/IeICTBOBaHA B MeTab0IM3Me
MHOKECTBA Pa3HBIX BEIIECTB.

Octpas THP1 conpoBoxkgaercsa
Pa3BUTHEM JKeJITYXH, IUAPeeH,
HapyLIeHHeM TUIIePTPOHUIeCcKOr
kapauoMmuonaruu. Koxxa kpaline
4yBCTBUTEJIbHA K IPUKOCHOBEHUAM

RARUS PEJKME BOJIE3BHU B POCCUI

(ueiipomnatusi), MOATOMY pebeHOK
MIPEJIIIOYNTAET HAXOTUTHCA B KPO-
BaTKe, a He Ha pyKax y Marepu. bes
JleueHus y 40% Jietedd GopMupyeTcs
rernaroe/UIIoIApHas KapuuHoMa
(pak meuenun).

XPOHMYECKAfl ®OPMA

Xpouwnueckas ¢opma THP1 co-
BEPIIIEHHO He TI0X0Ka Ha OCTPYIO.
IIpu Heli mopaskeHue MeYeHn Mo-
JKET OTXOJUTH Ha BTOPOH IIJIaH U Ha
MEPBBIX CTAAUAX 60IE3HU OBITH
COBEpPIIEHHO He3HAaYnTeAbHbIM. Ha-
PYIIEHUS CKEJIeTa, HATOMUHAIOIINE
KJIACCUYECKUH paXUT (UCKPUBJIEHHE
KOHEUHOCTEH, «PAXUTHUECKHE YEeT-
KU, GpacyieTbl» — KOCTHBIE BBICTY-
IIBI, OKPY>KaIOIIIHE JIyUe3aIsICTHBIE
u (MJTH) TOJIEHOCTOMHBIE CYCTaBhI IIPU
pPaxuTe) 4acTo MPUBOAAT K HEBEPHO-
MY JAaTHO3Y.

XpoHuueckas ¢Gopma MpOTEKAET
Jierdye, 0coOEHHO KOT/Ia IETU OTKAa3bl-

ITpu ocTpoii popme TUP1y pebenka ObI-
CTPO Pa3BUBAIOTCS CUMIITOMBI IIOPasKe-
HUS eYeHH: YBEJIHUNBAIOTCS Pa3MepHI,
HapymaoTcs GYHKIUN. DTO IPUBOAUT
K PUCKY KPOBOTEUEHHUH, HHTOKCUKAIIUU
opraHusMa

Koka kpaiiHe 4yBCTBUTEJIbHA K IIPU-
KOCHOBEHHUSAM (Helpomarus), HI03TOMy
pebeHOK MpeAoYnTAeT HAaXOAUThCS

B KPOBATKe, a He Ha PyKax y MaTepu

Ecinu octpyio popmy TUP1 He neunTs,
TO Y 40% nanueHToB GOPMUPYETCS Pak
Te4yeHu

WWW.RARE-DISEASES.RU
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XpoHuueckan ghopma
THP1 cxoxca ¢ kaaccu-
yeckuM paxumom. mo
npueooum K HegepHOMY
JuazHo3y

XpoHnuueckan ghopma
npomexaem .1e2ue moz-
a, ko20a nayueHm He
ynompeo.asem 0eaxoeoit
nmayu

IIpuuuna Bcex hopm 6osie3HN — MyTa-
nuu B rede FAH, u3-3a uero cHu»kaeTcst
aKTHBHOCTH pepMeHTa (pyMapuianero-

anerassl (FAH). ®ymapuianeroanerar
HAKAIJINBAETCS U IPEBPAIAETCS B TOK-
cuuHbIe coeuHeHuA. OHU TOXKe HaKa-
IJINBAIOTCsI, 0COOEHHO B KJIETKAX MeYeHH,
TIOBpeXxas ux

ToxkcuuHble COeqUHEHUS BJIUSIOT HA
KJIETKH HepBHOﬁ CHUCTEMBI: IIOABJIAETCA
IIOJTUHEBPOIIaTUA — 6011 B JKHUBOTE, KaK

IIpy allllIeHAUIUTE, 6ou IIpyU KaCaHUU
KOXH

vy
/ "r\‘

BalOTCs OT O€JIKOBOU ITHIIH, a POITHU-
TeJIV He HACTAUBAIOT HA €€ MPUeMe.
WHor/ia mopaskeHvie me4eHu MOKHO
0OHAapY>KUTh TOJIBKO IIPU YJIBTPA-
3BYKOBOM 00C/IeIOBaHU U OPIOLTHOM
noJsiocty (Y3U), a OHO, K COKAJIEHUIO,

IIPOBOAUTCSA He BCEM IaIlieHTaM.
ITpu xponnyveckort TNP1 oTmeua-
I0TCA 3a/Iep>KKa pOCTa, OTCTAET
¢dbusnonoruueckas cMmeHa 3y6os,
3a/lepKUBaeTCA KOCTHBIN BO3pACT.
KapanomuonaTtua U aprepraabHasd
TUNepTEeH3UA IPOABIIAITCA KaK

B pe3yJIbTaTe MeTab0IUYeCcKUX Mpo-
I[eCCOB, TAK U BTOPUYHO — Ha QOHe
IOpakKeHu s IMOYeK.

Tak:ke n3BecTHa mojiocrpas popma,
KOTOpasi 3aHUMAaeT IIPOMEKYTOUHOE
MIOJIOKEHWE MEXKY IPYTUMU IBY M.

NPUYUHDI

Bue 3aBucumoctu oT popmbl THIP1 Bce
OHU BO3HUKAIOT B pe3yJbTaTe MyTa-
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it B rene FAH, uTo ABJIseTCA TIPUYH-
HOU CHUKEHU S aKTUBHOCTHU (pepMeHTA
dymapunarneroarerassl (FAH).

ATOT (PpepMEHT KATATIUZUPYET OIHY
U3 PeaKIui B MeTabOIMYECKOH Iie-
MTOYKE MPEBPAIEHUH aMUHOKHUCIIOT
THpOo3uHa U heHuamannHa. [lpu
nebunure FAH dymapusnaneroate-
Tar (BEIeCTBO, KOTOPOE JI0JI?KEH pac-
EenuTh GepMeHT) HaKaIlJIMBAETCA,
U OH IIPEBPAIIAeTCs B APYyTHE OUEHb
TOKCHUYHBIE COETUHEHUA (CYKIIMHU-
JIATETOH, CYKI[MHUJIAIETOAIeTaT),
KOTOPbIE HAKATIJIMBAIOTCS B PA3HBIX
TKAaHsAX, IPEK/ie BCETO B renaTonu-
Tax (KJIeTKaX IIe4eHH), BBI3bIBasd UX
[TOBPEXKIEHUE.

Tak>ke 5TH COeUHEHUS BIAUSIOT Ha
KJIETKW HEPBHOH CHCTEMBI U IIPH-
BOZAT K HOSIBJIEHUIO IIOJIMHEBPO-
ImaTuy — OOJIN B 2KUBOTE, HAIIOMU-
HaIOIEeN allleHTUITAT, 601 IpU
KaCaHUU KOXKU.
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CUMITOMBDBI, KOTOPBIE MOMOTYT
SATTIOLO3PNTH TUPO3INHEMWIO TATT |

MJIAOEHYECKUW BO3PACT

)

HapyLueHune = MKenTyLHOCTb
BCKAapMNMBaHUSA = KOXKMU
YBenunuyeHume

pa3MepoB

XXNBOTA

Pe3kasa
YYBCTBUTE/IbHOCTb
K MPUKOCHOBEHUNAM

NMnoxaa npnbaBka
B Bece

OETW NEPBbIX JIET XKU3HU

YacTble HOCOBbIE 3agepxka
KpOoBOTeYeHuUs pocCTa
[Mpn3Hakun
CUHAKN 37 DEXVITa
YBENNYEHHbIN y NckpuBneHune
UBOT * KOHeUYHoCTeMN

BOJIE3Hb 3ANMOAOO3PEHA. YUTO OAJIbLUE?

MegnaTtp Bpau- JlabopaTopwus 0 CeropgHsa onsa neyenunsa TUPI
reHeTuK (nogpobHoe co3aaHa o4YeHb 3P eKTUBHaAA
obcnenoBaHue) CXeMa NneYyeHnsa — 3TO KoOMBbu-

Hauua gueToTepanmm C HU3-
KM COOdep»XXaHneM TUPOo3nHa
N NPUMeHeHne cneunanbHOro
npenapaTa

@»END

RARUS PEJKME BOJIE3BHU B POCCUI WWW.RARE-DISEASES.RU
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1:100—120 muvlcC.

HOBODOXKJIEHHBIX —
TaKOBa CPE/IHSI YaCTOTa TUPO3UHEMUHU
Tun I

B HeKOTOpPBIX peruoHax 60J1e3Hb BCTpeda-
eTcd B 10 pa3 yalje. be3 HeoHaTasIbHOTO
CKPUHUHTA Ka/[bIil BTOPO MMAI[UEHT
ocraercs 6e3 IPaBUIbHOTO JUAarHO3a

TpaHCIJIaHTaL KA eYeHH IIPUMEHAETCS
PEZKO — eCJIU AMATHO3 YCTAHOBJIEH HA
M03/{HEH CTaZ[UU WJIHU KOTZa IAIIUeHT He
OTBeYaeT Ha TEPANHIO IPENapaToM

IlepeBoxn dunancuposanus THP1 c pe-
rMOHAJIPHOTO Ha (pe/iepabHbIN yPOBEHD
(BKJIIOUEHE B IPOrPAaMMY BBICOKO3a-
TPaTHBIX HO30JIOTHI) IO3BOJIUT U30e-
JKaTh Mpo6JieM P 3aKYIIKe [IPernapaToB

Jns neuenns TUP1 cozmana apdek-
THBHAA CXeMa JIeUEeHUsd — KOM6I/IH3LII/IH
JMETOTEePAINY C HU3KUM COZIEp:KaHUeM
THPO3WHA U IPUMEHEHHeE IIpernapara
«HUTU3UHOH»

W3BeCTHO UX TOKCUUYECKOE JIEHCTBIE
¥ Ha TIOYKH, YTO BBI3bIBAET BHIMBI-
BaHue pocdopa U IPUBOJUT K U3-
MEHEHUAM B KOCTAX, YTO IT0XOKe Ha
KJIACCUYECKUU PAXHT.

B s1a60paTOpHBIX aHAIN3aX Y MallH-
eHToB ¢ TP1 noBbimeHbl pepMEHTHI
neyenu — AJIT, ACT u B coTHU pas
TOBHINIIaeTCA 6eJI0K abda-deTonpo-
TEUH.

[Ipu crienuaabHOM UCCIIE0BAHUN
00pas1oB KPOBU HAXO/(SAT ITOBBI-
IIIeHUEe TUPO3WHA, XOTS OCHOBHBIM
OMOXUMHUUECKUM MapKepoM 60-
JIE3HM SIBJISIETCS CyKIIMHUJIAIETOH,
KOTODPBIHM B HOpMe B KDOBH U MOYe
oTcyTcTByeT. Eciu HaliieHbl 61oXu-
MHUYECKHe HApYIIEeHUs, TO IPOBOAT
JHK-ananu3.
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YACTOTA W BbIIBIAEMOCTb

THP1 — oueHb pesikoe 3a00IEBAHUE:
B MUPE €ro 4acTOTa COCTABJISAET

B CpeiHeM 1:100—120 ThIC. HOBO-
poxaeHHbIX. OfHAKO €CTh PETUOHBI,
I7ie OHa BCTpedaeTcs B 10 pa3 vartre.
B Poccru k TAKMM peruoHaM OTHOCHUT-
csa Yeuenckas Pecrrybsiuka. [IpoBene-
HUeE CKPUHUHTA BCeX HOBOPOXK/IEHHBIX
Ha TV1P1 uMeHHO B 3TOM peruoHe
KpaliHe He00X0/TUMO, YTOOBI pAHO
BBIABJIATH U HAYMHATH JIEYUTD STUX
MaIrueHToB. B oTcyTcTBUE CKPUHUH-
ra MeHee 4eM y 50% 60sbHBIX THP1
MIOJTyYarOT MMPABUJIbHBIH IMATHO3.

TEPANNA

Jns neuenuss TUP1 co3mana
oueHb 5 deKTUBHAS CXeMa Jieye-

RARUS PEJKHUE BOJIE3HU B POCCUU
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HUs — KOMOHHAIUS IUETOTEPATINT
C HUBKHM COJIEPKAHUEM THPO-
3WHA U IPIMEHEeHMe IIperapara
«HuTtnsuHoH» (ero XMMHUYECKoe
HazBanue — NTBC, 2-(2-HUTPO-4-
TpudII00pOMETUIOEH30MIT)-1,3-
IIUKJIOT€KCAHENOH).

ITpenapaTt « HUTU3UHOH» 0COOBIM
00pa3oM O6JIOKMPYET PEaKIUU B Iie-
MOYKe MeTaboJInM3Ma TUPO3UHA

U TPEMSITCTBYEeT 00Pa30BaHUIO BBICO-
KOTOKCUYHBIX BEIECTB — CYKI[MHU-
JIaIIeTOHA U CYKI[MHUJIAIleToaIleTaTa.
Tak:ke maIeHThl HYKIAI0TCA

B HUBKOOEJIKOBOH JTNETE, 4 B PAHHEM
BO3pAaCTe U B HA3HAYEHUH CIIeIUAJIH-
3UPOBAHHBIX CMeCEU AJIs1 JIeueOHOTO
nutanus. B Poccutickoit ®enepanun
3apErUCTPUPOBAHBI HECKOJIBKO CIIe-
[MaJIN3UPOBAHHBIX TPOIYKTOB HA
OCHOBE aMHHOKHCJIOT Oe3 dheHumaa-
HHUHA U TUPO3WHA, a TAKKE HECKOJIb-
KO IIpenapaToB, B OCHOBE KOTOPBIX
JIECTBYIOIIEE BEIIECTBO HUTU3UHOH.
ITpakTuuecku y Bcex JileTeld Ha GoOHE
JieueHus yaydmaercs pyHKIus me-

TexHonorun BHe rpaxuLy
1 OrpaHUYeHUr

Topwu pna nopen
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YE€HU, ¥ OHU PACTYT U PA3BUBAIOTCSA
HOPMAaJIBHO, IIPI3HAKOB BTOPUYHOTO
paxuTa He HabIozaeTcs.

o nosiByienust « HUTU3WHOHA» 1715
JIeYeHUsI TUPO3UHEMHUH Tuna I equH-
CTBEHHOM Tepanveli Obljla TPAHCILIAH-
Tanus nmedeHu. Celiuac Takoe JedeHue
IIPUMEHSETCA PEKO — B CIIyYasX,
KOI/ZIa IUarHO3 YCTAHOBJIEH HAa M03/1-
Hell cTaJ{u1 WK KOT/IA MAIleHT He OT-
BevaeT Ha Tepamnuio «HUTU3MHOHOM».

U ouens BaxxHoe! THP1 BxoguT

B IlepeyeHb peIKuX 6osie3Hel, Tepa-
MU KOTOPHIX IIPOBOJUTCA 32 CUET
CPeJICTB PErHMOHAJIBHOTrO OI0/I7KeTa.
OO01IecTBeHHbIE OPTaHU3AINHT T00H-
BaIOTCS BKJIIOUEHHU S JIEKAPCTBEHHOTO
obecneuenus TUP1 B dbenepain-
Hylo nporpammy B3H (nepeuens
BBICOKO3aTPaTHBIX HO30JIOTHH, A1
JledeHHN A KOTOPBIX HeOOXOIUMBI JI0-
porue 1 >KU3HEHHO He0OXOAMbIe
JIeKapCTBEHHBIE ITPENAPaThI), YTOOBI
npo06JieM M0 3aKyIKe IIPernapaToB He
BO3HHUKAJIO. !

B OI'BHY
«Meoduxo-
2eHemuueckuil
HayuUHblll
ueHmp»
(Mocxea)
MOHCHO
nposecmu
oocaedosarue
Ha mupo3u-
Hemuro mun 1
oecnaamMo

RARUS PEJIKME BOJIE3BHU B POCCUH
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Hapywenusa cunmesa
HCEAUHBIX KUCA0OM.

KpanHe penko,

6 pA3HOM 803pacme — no-pasHomy

IHoxazanHusamu
K ucc.aedosa-
HUM0 Hceau-
HblX KUc.a10m
264510MCA
pPa3audHbnle
KAuHuuecxKue
nposeaeHun

HeBposioruueckass CAMIITOMATHKA [TOSIB-
snserca B 6osiee I03IHEM BO3pacTe,
B TOM YHCJIE Y MOJIOZBIX B3POCIIBIX

Ilos1e3HbBIE CCHIIKMU:
Hamasosa-bapanosa JI. C., ITossko-

Ba C. V. HapymeHus cuHTe3a NepBUYHBIX
JKeJIYHBIX KUCJIOT // Poccuiickuii mepua-
TPUYECKUH Ky pHaJ. 2015. N2 6

HapyireHnus cuHTe3a KeTIHBIX
KHUCJIOT — KpaliHe peJIKue Hace -
CTBEeHHBIE 00J1e3HU 0OMEHa BEIIECTB,
CBsI3aHHBIE C HAPYIIIEHHEM 00pa30-
BAHMA IEPBUYHBIX XKETYHBIX KHCJIOT,
YTO MPUBOJUT K HAPYLIEHUAM DYHK-
[UH reveHu. JI1s1 HEKOTOPBIX 3a00-
JIEBAHWUH U3 3TOU I'PYIIIIBI MOABUIIKCH
HOBBIE METO/IbI TEPATIUHU, IIOITOMY UX

PaHHASA AUAaTHOCTUKA KpaliHe BajKHA.

Ha uTo Hy>kHO 06paTUTh BHUMaHUE
Bpauam, HabJ1ro/1as manueHTos? I1o-
Ka3aHUAMU K HCCJIEIOBAHUIO JKeTu-
HBIX KHUCJIOT SIBJISIIOTCS pa3JInuHbIe
KJIUHUYEeCKUE TPOSABJIEHU.

IMokazaHus y HOBOPOK/IEHHBIX:

— (peTasIbHBIN (THTAHTOKJIETOUHBILN)
TeIaTUT C BBICOKHM YPOBHEM LIUTO-
JIu3a,
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— ButaMuH K-medunuraas Kkoaryso-
MaTHs,
— cTearopesl.

INoka3aHUs K UCCIEIOBAHUIO Y MJIa-
ZIEHIIEB:

— kenTyxa 6e3 3ya,

— uppos,

— paxur,

— nepuUIUT )KUPOPACTBOPUMBIX
BUTAMHHOB,

— aXOJIMYHBIH CTYJI ¥ TeNaTOCIIeHO-
MeTaJIus, CTeaTopes,

— MeTabosInyecKas KaTapakra,

— perpecc MOTOPHBIX HaBBIKOB U Jie-
MeHIH,

— B GHOXMMHYECKOM aHAIN3€ KPOBU
TIOBBIIIIEHHE TPAHCAMHUHA3, B TOM
YHCJIe U30JIMPOBAHHOE, KOHBIOTH-
poBaHHOro 6UINpPyOHHA, TUITHYEH
HOpMasIbHBIHN ypoBeHb I'TTII (ramma-
[JIIOTaMIJITPAHCIIENITH/1a3a).

HespoJiornueckas CAMITOMATH-

Ka IoABJIsgeTcA B 0oJjiee o3 HEeM
BO3pAacTe, B TOM YHCJIE Y MOJIOABIX
B3POCJIBIX: HApYIIIEHHEe KOOP/IHA-
WU JIBUKEHUH, TTOJIMHEHpOTIaTH.
Tak:ke y B3POCJIBIX MOKET BO3HUKATh
JKeJIYHOKaMeHHas 00JIe3Hb.

JIJ1 quarHoCTUKY 3a00/IeBAHUA
IIPOBOZST OIIPeieIEHNE CIIEKTPA Me-
TabOJIUTOB JKEJTUHBIX KHCJIOT B MOYE
U UCCJIEZIYIOT TeHbI, OTBETCTBEHHbIE
3a 3T0 3ab0JIeBaHIE.

JlnarsocTuka IpoBOAUTCS

B ®I'BHY MTI'HII; https://med-
gen.ru/spetcialistam/nauchnye-
diagnosticheskie-programmy.
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Y3HaiiTe 60sblue 0 peKnx
3aboneBaHusx:

* XapaKTepHble NMPpuU3Hakn n CUMNTOMbI
* AINarHoCcTunka
* HacneaoBaHune

U MHOFoe fpyroe Ha calTe
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«llasauuywue

BonesHb [eHTVHIToHa
NPUXOONT HE3AMETHO,
XBaTaAET KPEMKO.

HoO naumeHTbl

C MOMOLLIbO
CrneuyanncToB

N ONN3KKMX NTHOLEN
MOTYT KarkdblA AeHb
BCTPeYaTb PagoCTHO
N OOCTOVHO"

OAHA XXU3Hb, ABA NEPUOMA

MHorue reHeTHYecKHe 3a00JIeBaHUS
TIPOSABJIAIOTCSA BCKOPE IIOCJIE POXKIE-
HUs YeJIOBeKa, oHaKo xopes [eH-
TUHI'TOHA U3 TeX, YTO MOYKET HayaThb-
¢s1 KaK B MOJIOZIOM, TaK U B 3peJIOM

U TaKe MOXKUJIOM Bo3pacTe. MHoroe
3aBHCHT OT TS’KECTH MYTAaIlNH TeHa,
KOZ[MPYIOIIEro cCuHTe3 Oeika reH-
TUHI'THHA, HO B OCHOBHOM /1JIsI 3TOTO
3a00JIeBaHU S XapaKTEPHO TO, YTO €T0
MIPU3HAKYU BO3HUKAIOT I1OCJIE 40 JIET.
IO 1BeTKOBa HAa3bIBAET CBOIO
Mamy JIFoIMUITYy «MOH T€HTHHT-
TOHYHK». FlcTOpHIO 3TOH ceMbH
MOKHO CYUTATDh KJIACCUUECKOU, BE/Th
CUMITOMBI 60J1€3HU Y JIIOIMUIIBI
HuxosiaeBHBI CTaJIM BUTHBI JIUIIb

B 5354 roza.

— Hauasocs ¢ nogepruBanusa
TTaJIBIIEB U €J1BA 3aMETHBIX HEIIpOo-
HU3BOJIbHBIX JIBUKEHUH KHUCTEH

PYK, — pacckaswiBaeT HOaus. — Mbl
He MpUaBaid 3TOMY 0cOO0Tr0 3Ha-
YyeHMs, Ja U caMa MaMa Toxke. OHa
paHblile TpenoaBasia B Xxope u Jlome
KYyJIBTYPBI, MHOTO B YaCTO UTr'pajia
Ha ITHAaHUHO U CBA3BIBAJIA OTHU JBU-
skeHu (TM032Ke MbI y3HAeM UX Ha3Ba-
HHE — «THIEPKUHE3») C Ipodeccro-

RARUS PEJIKME BOJIE3BHU B POCCUH
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Manoussecmuas 601e3Hb I eHmuremoHa
(bI), unu, xax ee ewe Ha3vlBAOM, X0pPes
TI'enmunemona, onacHa mem, 4IMo MOXCHO
NPoXcUMdb 6OABUIYIO UACTIL HCUSHU U AUUD
nomom y3Hams, 4mo y meos ecmbv 3mo
Henpocmoe 3aboaesaHue. CHauaaa 601e3Hb
MpYyJHO pacno3Hamb, HO Yem 0anblle OHA
npozpeccupyem, mem xyxice camodyscmaeue

nauueHma

HaJIPHOH JIeITeTbHOCTHI0. [I0TOM MBI
elle y3HaJId, 4YTo 6abyIKe CTaBUIIN
JVaTHO3 «XOpesa», HO MBI He IyMaJIH,
4TO 60JIE3HH MOXKET [TEPEAABATHCS
1o HacJsiecTBy. Co BpeMeHeM cTajia
MEHSATHCS TOXO/IKA: MaMa Kak 6yATo
MpUTaHIOBBIBajIa. I BOT TYT MBI 3a-
6ECTIOKOUIIHCH.

Torpa JIrogmuita HukostaeBHA sKH1a
B CapaTtoBe. OHa X0 1J1a 110 MECTHBIM
6OJIBHUIIAM OKOJIO JIBYX JIET, IBITASChH
BBISICHUTD, UTO JK€ C HEH IPOUCXO/UT.
Ho Bpauu He nosio3peBanu 601e3Hb
l'enTunrrona. TouHee, MHOTHE PO
Hee Jla’ke He 3HaJIU, ¥ 9TO OJTHA U3
IJIAaBHBIX TPO6JIEM 1151 JTI060T0
penkoro (opdaHHOr0) 3a60I€BaHUS.
JKeHniuHe craBuI pa3Hble qua-
THO3BI, CAMBIM IIOIYJISIPHBIM CPEJIH
KOTOPBIX OBLJI OCTEOXOH/IPO3... Bpa-
4M pa3BOANIM pykaMu. Torzma nous
B3sJIa [IeJ10 B cBoU pyku. K Tomy
BpeMeEHH OHa yKe Ilepeexasa B Mo-
CKBY U PeIInJIa, YTO caMa PacKpoeT
MIPUYHHY CTPAHHBIX JBUIKEHUN.

— A1 mpocTo npubersa K IoMOIIHN
WHTEpPHEeTA U, XOTA WHDOPMAIHH
0 TakoM 3a00J1eBaHHH OBLJIO MaJIo,
3anonospua bI, — BcnomuHaer
I05s. — Ilocsie cocTaBUIa YeTKUH

40 aem —
cpedHuil
so3pacm
NnoA6.AeHUA
nepauix
CUMNMOMOS8
00.1e3HU
I'enmunemona

«Hauasocs ¢ mosepruBaHus najb-
1I€B U €/IBA 3aMETHBIX HEIPOU3-
BOJIBHBIX JIBHKEHUN KUCTEH PYK...
Co BpeMeHeM cTaJia MEHAThCA
MOXOZ[Ka: MaMa Kak Oy/ITO MpuTaH-
[OBBIBAJIA»

JKeHIuHe cTaBUINA Pa3Hble AUa-
THO3bI, CAMBIM MO YJISIPHBIM CPETH
KOTOPBIX OBLJI OCTEOXOH/IPO3
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B Poccuu, mo
OIlEHKaM BKC-
IIepTOB, PaCIpo-
cTpaHeHHOCTh BT’
cOCTaBJIfIeT 5,7 HA
100 TBIC., U YUC-
JIO IaIleHTOB
MOKHO OIIEHUTD
TPUMEPHO KaK
8,4 ThIC. YeJIOBEK.
ITo gpyrum pac-
JeTaM, NarueH-
TOB € CHUMIITOMa-
MU IOpsAJIKa 1,91
Ha 100 THIC., TO
eCTh IPIMEPHO
2,8 ThIC. YEeJI0BEK

Ee onHO Ha3Ba-
Hue 60JIe3Hu —
misicka CBATOro
BurTta. OHO
CBSI3aHO C UMe-
HEM XPHUCTHAH-
CKOT'O My4YeHHKA
BurTa, koTOporo
B PUMCKHE Bpe-
MeHa 3a Bepy
GpPOCHJIH B KOTEJI
C KUIIAIIUM
macyoMm. ITozxe
B Cpe/iHEBEKOBOH
T'epmanuu pac-
IIPOCTPAHUJIOCH
TIOBEpEE, UTO,
€CJIU CTaHIEBATh
mepez craTyeu
Burra, Oyzeuns
37I0POBBIM I[€JIBIT
roza. Treicsaun Jiro-
Jieli cobupasuch
B JIeHb CBATOTO
BuTra 15 UioH4,
4TOOBI HATLJISICATH
cebe 3710pOBbeE.
Tak ¥ OSABUJIOCH
aJIpTEPHATUBHOE
Ha3BaHue 060-
JIe3HU
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IJIaH, KaK BBIABUATS U IIOATBEPIUTD
JINarHo3: cobpasia myJ1 u3 mATu
OOJIBHUIL I10 HEBPOJIOTHH, B KAXKIYIO
3amnucasach Ha mpueM. Ho 1 Tam

MHe He Cpa3sy y/1aJIoCh HAUTH HC-
TUHY. JJoKTOpa npeanosaraau pas-
HO€, U TOJIBKO OJIMH CKa3aJI, YTO 3TO
MOKeT ObITh 60s1e3Hb [€HTHHITOHA.
Toraa s pemrusia ooparutbes B Hayu-
HBIH 1eHTp HeBpostoruu (HITH).

YT0OBI yI0CTOBEPUTHCS B IUATHO3E,
HY?KHO OBLJIO IPUBE3TH MaMy Ha 00-
caemoBaHue. [Joub BOCIIOIL30BAIaCh
MPHUOIHIKEHUEM e€e THS POKIASHU S,
mo3Basia B MOCKBY «pa3BeAThCA, II0-
TYJIAATH IO TOPOJY, CXOAUTH B T€ATP».
Ve B cTosinIle yOeauIa MOUTH Ha
mpuieM Bo Bce 60bHUIBL. Y JI10/T-
MuIbl HUuKOJIaeBHBI B34JIH KPOBb Ha
reHeTUYeCKUH aHaJIN3, U IPEeIIO-
JIOKE€HUSI IOATBEPAUINCH — 60JIE3HD
T'eHTUHTTOHA.

BOJIE3Hb G <HE3AMETHbIM>»
HAYANOM

ITepBble ymoMuHaHUA 0 60JI€3HI
I'eHTUHITOHA BCTpPEYalOTCA B 10-
KyMeHTaX 3aI1a/THOeBPOIENCKIX
apXuBOB U JaTUPOBAaHbI X VI—

XVII Bekamu. MeAuKH TOTO BDEMEHHU
OTMeyYaJIu caMoe spKoe NPosABJIeHHe
BI' — xapakTepHbIe fiepraHble JIBUXKe-
HHsA, KOTOpble HATIOMUHAJIH IJIACKY.
OTcroza 1 IOIJIO Ha3BaHUE — Xopes,
4TO B IIEPEBO/Ie C TPEUECKOro 0O3Hava-
€T «TaHeI».

Crenuduyeckue, ISIIyIINE, TBU-
JKEHUS — CAMbIN XapaKTEPHBIHA, HO
He eIUHCTBEHHBIA cuMIToM. [Ipu
BT MoryT OBITh CHUKEHUE TAMATH,
YMCTBEHHOH paboTOCIIOCOOHOCTH 110
CPaBHEHUIO C UCXOAHBIM YPOBHEM,
paccTpoiicTBa ICUXUKU U OTKJIOHE-
HHUS OT OOBIYHOIO noBezeHud. bI
MOKET MPOTEKATh IM0-Pa3HOMY U Ha-
yaThes B JII060M Bo3dpacre. Bee 3a-
BUCHUT OT KosimdecTBa CAG-1IOBTOPOB!
B rede HTT. CAG-OBTOPSI B 3TOM
reHe eCTh Y KaXK/I0TO YeJIOBEKA, UX
JIOJIKHO OBITH 35 niiu MeHsIne. Co-
OTBETCTBEHHO, Y Jitozie ¢ bI' ux 36

u GOJIbIIIE U YeM BHIIIIE KOJIMYECTBO,
TEM paHBbIIIE CTApTyeT 60JIe3Hb.

— Ecsin y mariuenTa 60 IOBTOPOB, TO
60s1e3Hb '€eHTUHITOHA, KaK IPABUJIO,

J1eGI0TUPYET /10 20 JIET, — paccKa-
3piBaeT IOpuii CesnBepcToB, Bpay-
Heposior HITH, oninH 13 Beaymux
crernuaanuctoB B Poccuu no BI. —

B »ku3HU J11060T0 HOCUTEA My TalllHI
€CTb JIBa IEPHUO/IA: JIATEHTHBIH, TN
aCUMIITOMHBIH, U BpeMs KJIMHUYEe-
CKUX IIPOABJIEHUH. ['paHunIa mexy
HUMU €/IBa pa3jinuuMa: HeT TaKoro,
YTO BUepa Bce ObLIO XOPOIIIO, a ce-
TOZ[HA fiepraeTcs Bce Tesio. bose3Hb
Pa3BUBAETCA MEAJIEHHO, UTO U 3aTs-
TUBaeT oOpaIeHue K CIEeIUaTNCTaM.
Eciiu roBOpUTH 0 CUMIITOMAX, TO ele
B HauaJsie 3a060JIeBaHUsI MOTYT OBITh
Hecnenuduyeckye MpU3HAKY, HalIpU-
Mep U3MeHeHUe HacTpoeHus. YesroBek
CTAHOBUTCSA IPYTUM B CPAaBHEHUH

€ TeM, KaKUM ObLII IIPEK/IE: Yallle
HCIBITHIBAET CHIXKEHHBIN (DOH Ha-
CTPOEHU s, MOXKeT OBbITh 60JIee paspa-
skuTesIbHBIM. COo BpeMeHeM IIpUcoeiu-
HAIOTCA U IBUTaTeIbHbIe CUMIITOMBI.

BaXHO OTMETHUTB, YTO B 3aBUCUMO-
CTH OT TSKECTH MyTanuu 60JIe3Hb
MOJKET ITPOSABUTH ce0s 10-Pa3HOMY,
YTO TOXKE 3aTPYHAET OBICTPYIO
JuarHocTuky. Tak, 1o cioBam
nokropa CeJIMBEPCTOBA, y JIoZied

¢ HeOOJIBIINM OTKJIOHEHHEM I10
CAG-noBTOpaM HauMHAeETCA JIETKOe
JIBUTaTeJIbHOE GECIIOKOMCTBO — HEKas
H130BITOYHOCTD B XKECTaX, ABIKEHUAX
U TIOXO/IKe, KOTOPYIO JIIOJU MOTYT
IIPUHATD 32 HEYCUAYNUBOCTD.

PA3BUTHE: BE3 MPABA HA OGPATHbIN
nosoPOT

C mporpeccupoBaHHEM 00JIE3HU
YeJIOBEKY BCE CJIOJKHEE BHITIOJTHATH
Jlaske MPOCTHIE U IPUBBIYHBIE OBITO-
BbI€ JIEUCTBUS — MBITh ITIOCYALY, OJie-
BaThCs, 3aIIHYPOBBIBATh O0YBb, TO
€CTb COCTOSTHUE TAI[HeHTa BCEe PABHO
OyZieT yXyAIIaThbCes.

— XO0Ts TeueHHre U CKOPOCTH 3ab0Jte-
BaHUA 3aBUCAT OT TAXKECTU MyTaI_II/II/I,
OHO, K COKaJIEHHIO, IPOTPECCUPYET
HEYKJIOHHO. B cpeziHeM Mexxy mmep-
BBIMU JIBUTATEJIbHBIMU CUMIITOMAMU
)58 YXOILOM YyeJiOBeKa U3 ) KU3HU HpO-
XOJUT OKOJIO 15 JieT, — roBoput Ceu-
BEPCTOB.

Ilo cioBam crmernuaJsircTa, Ha BO3-
PaCT IOABJIEHU A IEPBbIX CUMIITOMOB

No 17

Hexomo-
pble
akcnepmul
noaazaiom,
ymo dee
mpemu
nauueHmos
c 0ones-
MHb1o I'en-
munzmona
Hcusym

c Heycma-
HOBACHHBIM
JuazHo3om

Bonesus
pas3BuBaeTcs
MeJIJIEHHO, YTO

U 3aTSATUBAET 00-
palneHue K cre-
OMaJIMCTaM

B IHK, B rene HTT,
MPUCYTCTBYIOT IIOBTO-
PBI U3 TPEX HYKJIEOTH-
1o CAG (uT03uH —
a/IeHUH — I'yaHHH),
KOTOPBIN KOAUPYeT
aMHHOKHUCJIOTY IJIyTa-
MVH B 6€JIKe TeHTUHT-
TUHE. B pesysibprare
MaTOJIOTUYECKUX
TIOBTOPOB II€II0YKa
aMUHOKUCJIOT B 6esike
CTAHOBUTCS HEOOBIU-
HO JUTNHHOH, TAKOH
MaTOJIOTUYECKU I
6eJI0K IOCTENIEHHO
HaKaIJIUBAETCA BHY-
TPH KJIETKH, IIPUBOJIS

K ee rubesnn
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BI' u TeMnbl IpOrpeccCUpPOBaHUA
6oJie3HU BIUAIOT He TOJIbKO CAG-
IIOBTOPHI, HO ¥ HEKOTOPBIE IPyTHE
reHeTHu4YecKre 0COOEHHOCTH, a TAKKe
BHeIIIHHE (PaKTOPbI — YEPETHO-MO3-
TOBBIE TPABMBbI, XDOHHUYECKHE CTPEC-
cbl, 00pa3 xku3Hu. CKaxeMm, eciiu
YeJIOBEK aKTUBHO CJIEJTUT 34 CBOEH
dusnyeckoit Gopmoii, 60e3Hb XOTS
¥ HACTYIIUT, HO, YUUTHIBasI OOJIbIIIE
dusnueckue pecypchl, CAMITOMBI
MOTYT JIOJITO€ BPEMS He BBIXOAUTH HA
TIepBBIH IJIaH.

K coxasieHuI0, TOKa IPOTHO3 IO 3TO-
My 3a00JIeBaHUIO MaJIOyTEIUTEIEH.
Crpagaromuii BI, kak nmpasuio, Te-
pAeT BO3MOKHOCTbD JIBUTAThCS, MOTYT
BO3HUKHYTH TPYIHOCTH C IUTAHUEM,
0OMeHHbIe HApYILIEHU, TAIUEHT
CTaHOBUTCA YA3BUM Ilepef] nHpeKIu-
SIMU, UTO B UTOTE€ MOXKET IIPUBECTU

K JleTaJIbHOMY Hcxony. Hepenko npo-
HUCXOAAT BbIpakKeHHble HapyIIEHUSA
€O CTOPOHBI IICUX03MOIIIOHAIBHOHN
cdepsl — y manueHToB ¢ BI' BbICOK
puck cyunuaa. OTMedarTcs KOr-
HUTHUBHbBIE U3MeHEHUA — CHUKeHHe
MMaMsATH, PACCTPOUCTBA MBIILJIEHU,
Ha NO3JHUX CTAJUAX Pa3BUBAETCA
TsKesasa feMennua. Kpome toro,
UMEIOT MeCTO U MeTaboJInuecKue Ha-
pylIeHUuA: co BpeMeHeM YeJIOBeK Ka-

TacTpoPUIECKU TePSAET MACCY TeJa,
Jla’ke ecJIM MHOT'O M 9aCTO IIUTAETC.

NPOrHo3 6ONIE3HU Y POACTBEHHM-
KOB: BbiTb WJIH HE BbITb?

Csoii guarso3s Jlrogmuia Hukostaes-
Ha MIPUHSsJIA MY>KeCTBEHHO, O0JIbIIIE
BCETO OHA ITepeKuBaJsia 3a I04Yb, ChIHA
¥ MJIAJIIIYIO CECTPY, BeAb O0JIE3HD
reHeTUYeCKas, a 3HAUUT, IETH TOXKE
B I'pyIIe pucka. Ilo cioBam Bpaueis,
[IAHC «IIOJIyYHTh» MYTALHIO JIJIS
KakJI0TO U3 JieTed poautes ¢ BI
50%. Ho camoe HETIpUATHOE, YTO
oHa 00JIaJaeT CTONPOIIEHTHOH IIEHe-
TPAaHTHOCTHIO, TO €CTH, KOTZ]a My Ta-
U5l €CTh, DOJIE3HD IPOSIBUTCH.

— EcTecTBEHHO, s TOXKe 3aX0TeJa
c/lesIaTh TeCT, — BermomuHaeT FOus. —
U 51 Op171a yBepeHa, UTO y MEHS eCTh
BI. IlpoBoauia napaJsienu, 4To pac-
CesTHHA, YacTo y/Iapsioch 0 MeOeJb.
BykBasbHO /1oBesia ce6s1 U He MOTJIa
JKUTH, TIOKA He MOy YHIa Pe3yb-
TaThl AUATHOCTUKHU. OKa3ayI0Ch, Bce
B IIOps/TKE U y MeHs, U y Opara.

HAYYHUTbCS XXUTb 3AHOBO

05 3abpasia mamy k cebe B MOCKBY,
4TOOBI yXaKUBATh 32 HEH, TIOTOMY
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C npozpeccu-
posaHuem
00.1e3HU
yeno6exy ace
C0JiCHee
8bINOAHAMDbL
Jaice
npocmbwie

U NPUBbLIUHBLE
oOblMoesvle deit-
cmeus

IIpu BT’ MoryT OBITH CHHKEHIE IaMsATH,
YMCTBEHHOU paboTOCIIOCOGHOCTH IO
CPaBHEHUIO ¢ UICXOAHBIM yPOBHEM, pac-
CTPONCTBA ICUXUKHU U OTKJIOHEHUS OT
06GBIYHOTO IIOBEIEHU A

V nropeii ¢ HeGOJIBIIUM OTKJIOHEHHUEM
1o CAG-nnoBTOpaM HauMHAaeTcs Jierkoe
JIBUTATEJIbHOE DECIIOKOMNCTBO — HEKAS
M30BITOYHOCTD B 2KECTaX, IBUKEHUAX
¥ TIOXO/IKE, KOTOPYIO JIFOJIA MOTYT IPHU-
HATH 32 HEYCUTUNBOCTH

OTMeuarTcss KOTHUTHBHbIE H3MEHe-
HUS — CHUKEHHUE IaMsATH, PACCTPOUCTBA
MBIIJIEHN A, HA TIO3/THUX CTaUAX pas-
BHUBaeTCs TsXKesas JeMeHnusl... 13-3a
MeTaboINYeCKUX HapyIIeHUH YeJI0BeK
€O BpeMeHeM KaTacTpodUUYeCcKU TepseT
Maccy Tesa

RARUS PEJKME BOJIE3HU B POCCUN
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Ip2omepa-
neem yuum
Jroodeil

C OZ2paHuveHU-
AMU 300P0BbLA
8bINOAHAMDL
PYMuHHbLLE
oblmoasuwlte
Jdelicmausn

4TO AJ1A manuenTos ¢ BI' 3a6oTta
OJTM3KUX UPE3BHIYANHO BajKHA, —
VBBI, JIeKapcTBa OT O0JIe3HU IIOKA He
CYIIIECTBYET.

JIronmuaa HukosiaeBHa IpuHUMAET
KOMILJIEKC ITpernapaToB — aHTU-
JlerlpecCcaHThl, KOTOpbIe IOMOTal0T
CHAITh CUMIITOMBI BpOZie IYPHOTO
HACTPOEHUS, a TAKIKE HEHPOJIEIITUKA
JIJ1s1 cTabMIBHOTO cHA. JIoporocTo-
AN IpenapaT, KOTOPBIM KOp-
pekTupyet cumintomsl BT, youpaer
TUIIEPKUHE3BI U IUCTOHUIO TeJsia, OHA
MOJIy4aeT 3a CUET PETMOHAIBHOTO
6r0/13xeta CapaToBCKOIi 061acTH,
XOTSI B TeUeHHE HEKOTOPOT'O BpeMe-
HU YacCTh ITPernapaToB MPUXOUIIOCH
MOKyTIaTh caMUM. MeCcTHbIe Bpayu
BIIEPBbIe BUeJIM Ha3BaHUe IIpenapa-
Ta, IO9TOMY HE BBIIIUCBIBAJIN CAMU,

a OTIIPABJIAIH K 3aBeIyIOIIeH.

BosbIIIyI0 pOJIb B TOJIEP:KAHI T
JKU3HU UTPAET 3ProTepamnesT. B oT-
suyue oT GU3UUECKOT0 TepareB-
Ta, KOTOPBIN IOMOTAET YJIYUIIUTh
BBITIOJTHEHYIE JIBUKEHUH B I[EJIOM,
9ProTepaneBT yUUT JIOIEH ¢ Orpa-
HUYEHUSIMU 3/TOPOBbS BBIITOTHATD
PyTUHHBIE OBITOBBIE IEUCTBHU .

— A 5TO ¢ KaXbIM JTHEM CTAHOBUTCS
He IIPOCTO CJIOJKHEE, HO U OllacHee.
Jlasxe oObIYHBIE JOMAIIIHHE AeJIa
MOTYT IIPUBECTH K TPaBMaM, — pac-
ckasbiBaeT IO LiBeTkoBa. — MbI
CMOTpUM BeOMHAPHI U JIEKI[UH, MHO-
r'0 YUTAEeM, yUYUMCA, KaK n3berath
HEMPHUSATHBIX TOCJIEICTBUH.

E1iie Bpauu COBETYIOT OBITH COIH-
aJIbHO aKTUBHBIMH, IOCKOJIBKY J1J1A
ManyeHTa BakKHO SMOIMOHAIBHOE
COCTOsIHHE, YTOOBI OHO OBIJIO I10-
JIOKUTETbHBIM, YEJIOBEK MOT Pajio-
Barbcsi. OMHUM U3 UHCTPYMEHTOB,
KOTOPbIE TIOMOTAIOT JIFO/ISIM C OTpa-
HUYEHHBIMY BO3MOMKHOCTAMU, SB-
Js10TCsI GOTOIPOEKTHI, B KOTOPBIX
CEMbs CTPEMUTCS YUYaCTBOBATh KaiK-
Jblii roa1. «Byrarogapst um Mama 1o-
HHMAaeT, YTO OHAa He Of(Ha TaKas», —
roBopur lOnus.

CTABKA HA IMATHOCTUKY

XOoTs JIeueHu s, UJIH, KaK TOBOPST
Bpa4H, METOZI0B BTOPUYHOU ITpodu-
JIAKTUKH, 17151 601e3Hr [eHTHHT TOHA
II0Ka HeT, MeJUIIHA Ha/leeTcs, 4YTO
€ro II0BJIEHHE — JIeJI0 He CJIUIIKOM
nmanekoro oyaymero. OfHaKo ceiiuac

RARUS PEJKHUE BOJIE3HU B POCCUU
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MOZKHO JIUIIB YJIYUYIIUTh Ka4eCcTBO
JKM3HU MaIUeHTa ¢ IOMOIIBIO0 aHTH-
JIETIPECCAHTOB, HEUPOJIEITUKOB,
MUTATEIbHBIX BHICOKOKAJIOPUIHBIX
cMecel, (pU3uUecKo U COUaIbHON
AKTUBHOCTH.

B cBA3M ¢ OTCYyTCTBHEM IIpENapaToB
JUU1 JIe4YeHu A 3a4a4a JOKTOPOB CMe-
1aeTCA HA IPeBEHTHUBHBIE MephI:
Ba’KHA JUAarHOCTHKA, YTOOBI IIpey-
IIpeAUTh POXK/ieHUe 60JIbHOTO pebeH-
Ka 1 IMeTh BO3MOXKHOCTB 3abepeMe-
HeTh peberkoM 6e3 myTtaruu BI.

— ITockonpky BI' 60s1€10T Kak My»K-
YHMHBI, TAK U KEHIUHBI, IPY THATHO-
CTHIKE HOBBIX CJIy4YaeB U JJIs UX MpeJ-
YIpEXJEHUs BaXKeH cOOP cEMEHHOro
anaMHe3a, — ropoput Cepre#t Kiromr-
HUKOB, BeZ[yIIINI HAyIHBIN COTPY/I-
HUK HEHPOTE€HETUYECKOTO OT/eIeHU S
HIIH u npeacenaTe b pOCCHHACKOMN
Accoruanuu 1o 6opsbe ¢ 601e3HBI0
T'entunrrona. — HeobxoqumMo BoIsAC-
HUTB, OBLIIN JIU CITyvau 3a00IeBaHU A
B poxy. Ecavt a0 citoxkHO czenaTs,
HY?KHO ITO/{POOHO BBISCHUTH IPUYH-
HBI CMEPTH y IPE/ICTABUTEJIEN TIpe-
JBIAyIKX nokosienni. [ocie coopa
aHaMHe3a BcTaeT Bonpoc o IHK-

JIMarHOCTHKe. DTO TaK Ha3bIBaeMas
MpeCUMTOMAaTHYeCKAasl, UJIH Ipe-
JUKTUBHAs, IUaTHOCTHKA, KOTOpas
IIOMOTaeT OIIPeZIeIUTh HOCUTe IeN
MYTaHTHOI'O I'eHa U IIpe/icKa3aTh, 3a-
60JIeeT Jiu YeJIOBEK B OYIYIIEM.

Eme onuH MeTO/| — mpeHaTabHas
JHK-nuarsoctuka. OHa ocyiiecTt-
BJISETCA y IJIOZIA B IIEPUOJ, BHY TPHU-
yTPOOHOr0 Pa3BUTHS, U IIPH HAJIK-
YUY ITOJI0KUTETBHOTO pe3ysibraTa
ceMeliHas Imapa cama pelaeT BOIpocC
0 IIPOJIOJI?KEHN U OEPEMEHHOCTH HJIH
ee IIpephIBaHUU.

HAYYHbIA NOMCK

Ecsiz roBOpUTH O IPOTHO3aX U MPO-
pbIBax B jjeueHuu 60se3HU ['eH-
THHI'TOHA, TO METUKH celiuac ¢ 0CTO-
PO>KHOCTBIO, HO JKIyT IIPENapaToB,
KOTOpPBIE TIOMOTYT 3aMeJIJIUTh WU
Jla’ke OCTAaHOBUTH IIPOTPECC HeAYTA.
ITo coBam IOpusa CenmBepcToBa,
BbI' — ogHO U3 caMbIX U3y4YaeMBbIX
HeHpoJiereHepaTHBHBIX 3a00JIeBa-
HUU, TOCKOJIbKY K HEMY IPHUBOJIUT
JIUIIB OJIVH T'€H, ¥ YUeHbIM IMOHSATHO,
KaK OIleHUBATh BJINSIHUE MOTEHIIU-
aJIbHBIX JIEKAPCTB.

Ilpu
JuazHocmuke
HOBbIX cayuaes
u 049 ux npeo-
ynpexcoeHusn
saviceH coOop
cemeirHo20
aHamHe3a
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IHayuenmos
noododepicusaem
MEHCOYHapOoOHbBLiL
ueHmp nomowiu
nauueHmam

¢ opgaHHbIMU
3adoaesaHuaAMU
«Pedxue 1100u»

B MockBe u o6s1acTu npobJieMm c je-
KapcTBaMU [TIOYTH He BO3HUKAET, a BOT

B IPDYTUX PErHOHAX CJI0XKHee. TO yCyTy-
GysieTcs TeM, 4TO 60JIe3Hb [eHTUHTTOHA
He BXoAuT B «[lepeueHn-24»

2 basa mauubix ClinicalTrials.gov [DmekTpoHHBII
pecypcl. URL: https://clinicaltrials.gov/ct2/
show/NCT03761849?term=NCT03761849&draw=
2&rank=1 (nara obpamuieHus: 20.07.2020)

C KOHIIa 2019 r'ojia UCCIIeZI0BATEIb-
cka rpynna Haydsoro neHrpa B co-
cTaBe JIOKTOPA MEeJUIIMHCKUX HAYK,
3amecruresa gupexropa HITH no
HayuHoU pabote Cepres Wmapuori-
KUHa, a Takxe Cepresa KitonmHnkosa
u IOpus CesuBepcToBa MpUcoeu-
HUJIACh K MeKyHapOAHOMY KJIUHU-
yecKoMy ucceioBaHmIo Generation
HD1?, B KOTOpOM U3y4aeTcs IaTo-
reHeTHUUYeCKUH MOAXO0/ K JIeUeHUI0
3abosieBanusl. [Ipeamonaraercs,

YTO HOBBIH ITO/IXO/] IIO3BOJIUT 3HA-
YUTEJIbHO YMEHBIIUTh OCIEACTBUA
MyTaI[UH, OTHAKO PE3YJIBTATHI OYAYT
HU3BECTHBI JIUIIb B 2022 TOAY.

B FOPE U PARROCTH

Iloka MepuIMHCKAA HayKa UIIET
CI0COOBI TepaNui, CAMHU MAIMEeHTHI,
WX CEMBH U OOIIECTBEHHOCTH Cpayka-
I0TCS, KAK TOJIBKO BO3MOXKHO.

Kax MBI y7Ke TOBOPHJIH, JJIS1 TAKAX
MaIMeHTOB OYEHb BasKHBI COLIAAIb-
Has aKTUBHOCTD, IIO3UTUBHBIN Ha-
cTpoii u cobsiTu. [TosTomy FOmusa
IIBeTKOBA 3aBeJia AJIS CBOEH MaMBbI
cIieIMajbHbIH CAHT, Ie JeJIUTCS
COOBITUAMH U3 KU3HU JIIOIMUJIIBI
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HuxkosaeBusl. YOite kak nouepu

U Y€JIOBEKY, KOTOPBIi IIPOIIes Yepes
«THAaTHOCTHYECKYIO OZTVICCEIO», Uepe3
cOOCTBEHHBIE MyUYHTEIbHbIE 03KH/1a-
Hus# pesynbraTtoB JJHK-quarsoctukuy,
OBIJIO ICHO, YTO TAKOM CcaliT HeoO-
XOAUM He TOJIBKO MaMe U JIPyTUM
JIIOZSIM, HO Zlaxke Bpauam. «Korzja Mbl
MIPOXO/IVJIH BCIO 3TY HEMPOCTYIO UCTO-
PHI0 yCTAaHOBJIEHU S IUATHO34, 51 ObLIa
yauBJeHa, uTo B X X1 Beke HeJIb3s
HaAWTHU JOCTATOYHO JaHHBIX IT0 60-
JIE3HU, KOTOPOH CTpajlaeT He TaK YK
MaJio Jroei. U nake Bpauam, Kak
BBISICHUJIOCH, TPY/THO TIPEZTIOIOKUTH
TaKOM JUarHo3, a IOTOM YeM JIEYUTh
U 10 KaKOH cXeMe, — BCIIOMHUHAET
I07s1. — Torna y MeHsI BO3HHUKJIO JKe-
JIaHWE CO37]aTh CalT ¢ mHpopMaIuei
0 3abosteBanum. fl mogymaJia, 4To
€CJIM BCE OTU UCIIBITAHUS ObIJIN JTaHbI
MHe, Hallle ceMbe, TO A U IOJIKHA
C/IeJIaTh 3TOT PECYPC».

Ecau Jlrogmuina HukosiaeBHa uepma-
eT CUJIBbI B IoUepu, KoTopas He 1aeT
el BImacTh B amaTuio, To cama IOis
HalllJIa OTIOpY B MYy2Ke AJleKCcaH/pe.
VIMeHHO OH elle IIATH JIET Ha3af,
HACTOsLI, YTOOBI MaMa IepeexaJa

B MOCKBY, 11 CErofiHs O0JIBIIIYIO YaCTh
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BpPEMEHHU IIPOBOJUT, 3200TACH O TEIIIE,
Yy KOTOPOU MMeeT aBTOPUTET JjaKe
no6osbire IOmuHOrO.

B BUTBE 3A JIEKAPCTBA
W MIHBAJINQHOCTD

ITarueHTOB OAAEPKUBAET HEKOM-

MepuecKas opraHusainusa «Mexay-

HAPO/THBIH IEHTP ITOMOIIH MMaIueH-
TaM ¢ opdhaHHBIMHU 3a00JIEBAHUAMU
“Penkue jiro/in”», KOTOpasi 00beIu-

HseT 60JIbHBIX ¢ BI.

Opranu3zanus MosBUJIach NATh JIET
Hazaj 6siaromaps denepasibHOMY
HayuyHOoMY 1IeHTPY HEBPOJIOTHH U OBI-
CTPO BKJIIOUHJIACH B pabOTY, OTKPHIB
MEeKPErNOHAJIBHYIO IIKOJIY 3J0POBbS
«bnaro xxuth». [lIkoJ1a OKa3bIBaeT
MmanyueHTaM KOMILJIEKCHYIO IT0-

MOIIb — OT COJIEHCTBUSA B TIOJIyUeHUH
JIeKapcTBa JI0 COIMATbHO-TICUX0JIO-
TUYECKOH aJalTalliii, B TOM YHcJIe
00y4aroT CBOEr0 po/ia «KYJIbType
3/I0POBbsI»: HEBPOJIOTH, IICUXUATPHI,
conuaJbHble PAOOTHUKY PACCKA3bI-
BaIOT, KaK IPeO0/I0JIeBaTh IIOBCE/THEB-
HbIE TPYTHOCTH, YMETD ceOs1 KOHTPO-
JIMPOBATh U HE 3aMbIKATHCA.

ITo cjroBaM reHEpasIbPHOTO AUPEKTOPA
neHrpa «Pegxue monu» Mapunst Tpe-
ThSIKOBOU, OPraHU3AIUsI IPOBOJIUT
60JIBIITYI0 PaboTy 0 00ECTIEYEHUTO
sekapcTBamu. B Mockse u o6J1acTu
1po6JieM OYTH HE BO3HUKAET, & BOT

B IDYTUX PETrHOHAX CJIOKHee. ITO yCy-
ry0sisieTcs TeM, 9To 60J1e3Hb ['€eHTHHT -
TOHA He BXOAUT B «IlepeueHn-24» —
CIVCOK JKM3HEYTPOKAIOIIUX

¥ XPOHUYECKUX ITPOTPECCUPYIONUX
opdaHHBIX 3200JIEBAHUH, TPUBO-
JUAIINX K COKPAIEHUI0 TPOJIOIKH-
TEJIbHOCTY JKM3HU TPAK/IaH U UX
WHBaJIUHOCTU. [T03TOMY HaIMEHTHI
TI0JIB3YIOTCS JIUIIH 890-M IIOCTAHOB-
JIeHVEeM TTpaBuTesibeTBa PO o 1proT-
HOM o0ecIieueHH HHBAJTU0B3,

— IIpaBza, He Bce HAIITK TAI[UEHTHI
TOJTy4Ya0T UHBAJIUHOCTD, — TOBOPUT
Mapuna TpeTrpakoBa. — bosiesHb
HAYMHAETCS C UBMEHEHUH B HACTPO-
€HUH, ICHX0COMAaTHKa UTPAET 60JIb-
IIYI0 POJIb, YTO BPOJie OBl HE OTPAHU-
4nBaeT Bo3MoxkHocTH. Ho, ¢ ipyroi
CTOPOHBI, Ja’Ke MO//IePKUBAIOILYIO
Tepalnuio Hy>KHO HAUMHATh KaK MOX-

HO ckopee. BripoueMm, kak TOJIBKO Ha-
YHHAIOTCA QUBNYECKUE IPOABIIEHNU,
WHBAJIUTHOCTD TAIOT IIPAKTHIECKH
6€3 IPOBOJIOYEK.

Mapwuna TpeTbskoBa yoexxieHa, 4To
pu J1I000M 3a60JIEBAHUHY, B TOM
yucJie BI' ¢ ee ICUX03MOIIOHATIb-
HBIMU IIPOSIBJIEHUSIMU, OUE€Hb BaKEH
TIOJIOXKUTEJIbHBIA HACTPOH, a HAPAAY
C JIEKapCTBEHHOU Tepanuei Heoo-
xoxuMa (pusndeckas U CoruaabHas
aKTUBHOCTH. IIpu 3TOM 60JIBIITYIO
POJIb UTPAIOT BHUMAaHHE U 3a00Ta
6IM3KUX, BEJIb UMEHHO OHU IIOMOTa-
10T YeJIOBEKY He IOTEePSATh HHTepeca
K JKM3HHU, JIIOOUTD €€ U B KaXK/IOM JTHE
HaXOAUTH MajieHbKue pagoctu. 06
3TOM YacTO FOBOPAT Ha KOHbepeH-
nuax EBponelickoii accoruanuu 1o
6osie3Hu [eHTUHITOHA, Ky/1a BXOAUT
OpraHHU3aIHUsl.

— 1712 GOIBHBIX 0COOEHHO BaKHbI
CceMbs, yuacTue OJIM3KUX JIIOEN.
MeHs# nopasus paccKkas OHOH KeH-
IIHHEI, KaXkeTca u3 Uranuu, — BCIo-
muHaeT TpeTbakoBa. — Ee myx ¢ BT’
MOYTH MTePeCTas XOAUTh, U TOTJIa OHA
pelnsia pa3 B MeCAI] yCTPauBaTh
JIOMAIITHKE TIOCU/IEJIKH C APY3hs-

mHu, poacTBeHHUKaMu. OT 3TOro

€My CTaHOBUJIOCH JIETYUE, BEIh IPU
a1000M 3a00JI€eBAaHUU, U 0COOEHHO
IIPHU TAKOM, HY?KHO UMETH TIOBOJ[bI
JUIs1 pagocTy. YeIoBeK He I0JIKeH
4yBCTBOBATH CEOS OMMHOKUM U U30-
JIMPOBAHHBIM OT KU3HU. fI cBOMX
MO/IOIEYHBIX HACTPAUBAIO HA TO, UTO
HY’KHO YMETh Pa/I0BAThCA KAXKIOMY
nHI0. Hy?KHO yYUTbCS JKUTH CO CBOEH
60s1€3Hb10. IMEHHO 3KUTH, a He JI0-
JKUBaTh. [IpaBUIIBHO IO/TOOpaHHOE
MeJUKaMeHTO3Hoe jieueHne, Gusu-
yeckas U COI{haIbHas aKTHBHOCTb,
MIPOTYJIKH C CEMbeH, COBMECTHOE UTe-
HHUE KHUT, IPOCJYIIIHBAaHUE MY3bIKU
¥ IPOCMOTPHI (GPUIIBMOB — BCE 3TO
MPO/IJIEBAET KU3HB HAIITUM OJOTIEY-
HBIM. [[J151 9TOTO MBI ¥ OPraHU30BAIN
MEKPETrHOHAIBHYIO IIKOJIY 3/J0POBBS
7151 ceMel ¢ 60J1e3HbI0 e HTHHITOHA,
e3nuM 1o ropoaam Poccuu, cobupast
HAIIIUX MAIUEHTOB B OJTHY OOJIBIIYIO
CeMbl0, YTOOBI OHU HE OCTAaBaJIUCh
OZMH Ha OAMH ¢ 60Jie3HbI0. BMecTe
JIerye pemnath Bce Ipo6IeMBbl. ¢

Texcm: Muxauana IToauee
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Mapuna Tpemvaxosa,
2eHepanbHblil Oupexmop
uenmpa «Pedxue 1100u»

Boavwyro poav uzparom
sHuMAaHue u 3aboma
0Au3Kux, 6e0b UMEHHO
OHU NOMO2al0oMm 4e.n06eKy
He nomepamb uHmepeca
K JCU3HU, AI00uUmb ee

u 8 Kaxcdom One
HaAxooumbvb MaaeHbKue
padocmu

Hawubosp1as pacipocTpaHeHHOCTh
oTMedaeTcs B BeHecyasie u cocTaBiisieT
0KO0JIO 700 3a00JIEBIINX HA 100 THIC.,
nopsAAKa 17 Ha 100 ThIC. — Ha OCTPOBE
Tacmanus u B llloTnangun

IIpu aTom BI' pefiko BcTpeuaeTes y xKuU-
TeJslel A3UU ¥ IPAKTUYECKU OTCYyTCTBYET
Yy KOPEHHBIX oburareseil AQpuku

3 «O rocynapCTBeHHOMU MO iepPiKKe Pa3BUTHA
MEeAMIIMHCKOM IPOMBIIIJIEHHOCTH U YJIyYIIeHUU
obecrieueHnst HaCeJIEHU U YIPEKJeHUH 3/[paBo-
OXPaHEHUs JIEKAPCTBEHHBIMU CPE/ICTBAMH H 13-

ACJIUAMA MEJUIIUHCKOIO HAa3HAYEHU A»

M-RU-00000174/07.2020
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bausko,

JleuebHoe nutaHue —
BaKHaAs 4acCTb
Tepann a4

MHOIMX MaLMEHTOB

C OpMaHHbLIMIK
3a0071eBaHNAMN, HO
HE BOErOAa 1 HE BCEM

NPOAYKTbI IETKO
NOMYHUTL

/

RARUS PEJIKUAEBO. \r B POCCK U
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Hpuna Bumxkoeackasn,
3amecmumeans 21a6HO20 8paua
no opzaHu3ayuu MeduUyUHCKO
paéomut 'BY3 «Mopo3oeckas
demckasn 2zopoockas
KAauHuueckan 6orvHuya
denapmamenma
30paeooxparerusn Mockevt»,
K.M.H.

Hpuna MacHuxosa,
npedcedamensb NpasaeHuUs
Bcepoccuiickozo o6wecmea
pedxux (opdarHwvix)
3abo0.aesaHuil

CneuuaausuposaHHsle
npPoodyKmuwl 1euedoH020
numaHusn — Mo cneyu-
aAbHO paspadéomaHHsvle
npooyxmuvl, YMoowl 3a-
MeHUMb Mo, ¥Mmo ueaoee-
KY 3anpeweHo no meou-
YUHCKUM NOKA3AHUAM

S/ 1/13KO, DA HE YKYCULWbL | 65

Ipu Hexomopwix pedkux Hac.1edCMEeHHbLX
60.21e3H51X 06MeHa 8ewecma8 0OCHOBHbIM
MemoooMm ieveHus s8asemces duemomepanusi.
Ymo sce maxoe CILJIII — cneyuaavHble
npodykmol neuebHo2o numanus? Kozda onu
npumensromen? Kax noayuums peuenm?

Kax oboiimu npenamcemasus 8 pecuoHax? Uem
/N0KANbHble 8aacmu Mo2ym nomous? Iouemy
83pocabim mpydHee? HakoHeu, kaxue bapvepbl
cmoam y aevebHblx NpodyKkmos Ha 2paHuue?

Paccxasvieaem...

KENYAOK, KMIUEYHWK, ONEPALIUS,
N HE TOJIbKO

Crenyain3upoBaHHbIE IPOAYKTHI
J1Ie4eOHOTO TUTAHUSA — 3TO CIeINaIb-
HO pa3paboTaHHbIE IPOYKTHI, UTOOBI
3aMEHUTH TO, UTO YeJIOBEKY 3aIpe-
I[eHO 10 MEeJUIIMHCKUM ITOKa3aHUAM.
ITpesx e Bcero kK HUM OTHOCATCS CIie-
[IMaIN3UPOBAHHbIE JIeYeOHBIE ITPO-
JYKTBI, KOTOpble IPUMEHAIOTCS IPU
3a00JIeBAHUAX KeJTYIOYHO-KHUIIIeY-
HOTO TPaKTa, HapylIeHUAX KeBaHU
U I7I0OTaHUs, B II0CJIe0NepaliOHHOM
nepuoze u T. 1.

CHeHHaﬂI/ISI/IpOBaHHI)Ie IPOAYKTBI
ofbecreunBaT MaKCUMAaJIbLHO Ia/isd-
1ee IUTaHHUE, I03TOMY, HAlIpUMED,
HUMEIOT BBICOKYIO CTEII€eHb U3MeJIb4ue-
HHA, COAEPKAT MaJIO KJIETUATKHU, DKC-
TPAKTHUBHBIX BEIECTB, CHBHI/Iﬁ, coin
HuT. a. KpOMe TOro, B HUX YBEJINYECHO
co,uepmal-me BUTaMHHOB, HE3aMe-
HUMBIX )KI/IprIX KHCJIOT, JIEIIUTHUHA,
MHHEPAJIbHBIX BEIECTB 1 MUKPOJJIe-
MEHTOB, KOTOPBIE CIIOCOOGCTBYIOT HOP-
MaJIM3al[iy HapyIIeHHOro 0OMeHa.

XWP, YINEBOAbI, BATAMWHDL... 4TO
3AKA3bIBATb BYAETE?

I/ITaK, AUeToTepanusd ABJAAETCA
OCHOBHBIM METOAOM JICUCHU A IIPpU

HEKOTOPBIX PEIKUX HACJIEICTBEH-
HBIX 00JIE3HAX 00MEHa BEeleCTB.
CreruasbHble IIPOIYKTHI JIeueOHOTO
nutadus (CIIJIIT) mo3BoyIAIOT orpa-
HUYHUTD MOCTYIIJIEHNE HEKOTOPBIX
BellecTB B opranusM. Hanpuwmep,
npu perunkeronypun (OKY) satum
BEIIIECTBOM fABJISIETCS aMHHOKHUCJIOTA
eHuaIaHUH, IpU JIEUITUHO3E —
JIEHIIVH, BAJIUH U U30JIEHIINH, a IPU
HapYIIEHUAX OKUCJIEHUS IJIMHHOIIE-
TMOYEYHBIX KUPHBIX KUCJIOT — IJIUH-
HOIETIOYEYHbIE JKUPHBIE KUCJIOTHI.

WHorma aueTta mpeJnosiaraeT TakKe
YyacThle, IPOOHbBIE KOPMJIEHHUS C BBI-
COKHUM COZIEp’KAHUEM YTJIEBOZIOB, TN
OHA MOJKeT OBITH BRICOKOXKHPOBOU
(xeTorenHnas guera). 3a JOJITHE TOIbI
U3y4YeHHs MeTaboIn3Ma yeioBeKa
OBLIH CO3IaHbBI PA3JIMIHBIE TOAXO-
Bl K JledeHnio. JleueGHOe MUTaHUE,
KOTOpPOE NMeEeTCsI B apCceHasie Bpada
CErO/IHS, PA3UTEIPHO OTINYAETCS OT
TOr0, 4YTO OBIJIO ellle HeJIaBHO — 10—
20 JieT Ha3aj. PazpaboTaHbI ClIeIu-
aJIbHbIE cOaTaHCUPOBAHHBIE CMECH
JIJIsl Pa3HOTO BO3pacTa, KOTOPhIe
CoZiepIKaT Bce KOMIIOHEHTHI, HE06X0-
JMIMBIE JIJIs TIOJIHOLIEHHOTO MU TAHUS.
Hampumep, 71151 TIOAPOCTKOB BHIITY-
CKAIOTCA CIIeriaIbHble HU3K00eI-
KOBbI€ BRICOKODHEPTIeTHUECKUEe Ha-
MMUTKYU C Pa3HBIMH BKycaMmu. Kpome
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MAPLWPYT NOJIYHEHUA CNEUNATTIUSUPOBAHHDbIX TOrO, IPOAYKTBI ZIETeBHOTO MHTARM

TIPOUBBOJSATCS PA3HBIMU KOMITAHU - 3a00JIEBAaHUH U BHITIOJIHSAIOIIEE
n POD‘y KTO B n E l-I E E H o ro n M TA H M ﬂ (C n ,rl n ) MM, U TIAI[HEHTHI MOTYT BBIOPATH TO, MpoGUIIaAKTUYECKHE U JIeueOHbIE
YTO UM OOJIBIIIE TI0 BKYCY. 3a/1a4H.
OTNIOXXEHHAS AMETA - YEM 3T0 2. JleueOHOE IHUTAHHUE SABJIAETCS - e
IO ,/& rPO3NT HEOTHEMJIEMBIM KOMIIOHEHTOM Ob OCHOBAX OXPAHDI
IIIaz m . ; neveBHOro mporecca u Npodu- 3I0POBBLS TPAKIAH
aIMEHTCKOE COODIIECTBO, CIIEITH- JIAKTUYECKHUX MEPOIIPUSTHH, - U=
JIMCTBI, BIACTH 0OCYKIAI0T UIE0 BKJIIOUAET B cebs MUIIIEBbIE B POCCMMCKOM
nepeBozia Ha ¢e/lepabHbIN YPOBEHD PAaIMOHBI, KOTOPHIE UMEIOT OETEPAITITH
y/ BCEX 3aKYIIOK JIJI5 TAIIUEHTOB C PeJi- YCTAHOBJIEHHBIH XM YEeCKUH
4 KuMU 3a60s1eBaHuAMU. be3yca0BHO, COCTaB, SHEPTETHUYECKYIO [[€H-
& 4 JIJ151 JIEKapCTBEHHBIX IIPENapaToB 3TO HOCTb, COCTOUT U3 OIIpE/EJIEH- Denepaneinifi JAK0H
KpaifHe BaJKHO, HO B CJIy4ae ¢ jeueb- HBIX IPOIYKTOB, B TOM UHCJIE I 323203
HBIM MUTAHHEM MOTYT BO3HUKHYTH CIeNMaTH3UPOBAHHBIX TPOYK-
\ / mpo6sieMbl. CKaxkeM, HaIUEHTY TOB JIEeUeOHOTO TUTAHWA, IO/~
MOJKET ObITh 3aKyIIJIEH HE TOT ITPO- BEPraeMbIX COOTBETCTBYIOIIEH
VKT, K KOTOPOMY OH IIPUBBIK. /Ipy- TEXHOJIOTHYeCKOU 06paboTKe.
ras npobsema: 0b6ecrieynBaTh TAKUM @xonEKc
MUTaHMEM HEO6XO0UMO cpasy mocjie 3. Cernuaan3upoBaHHBIMU IIPO-
yCTaHOBJIEHHU S TUATHO34, a He JK/1aTh JIyKTaMH JIeueOHOTO MUTaHH l'!
OT HECKOJIPKUX MECSIEB /IO MOJIYTO/a, SIBJISTIOTCS TTUIIIEBBIE TPOYKTHI
Ilaz KTo BbinuwieT peuent TOKA HAYHETCS obopMIIeHHE 3aBKH C YCTAHOBJICHHBIM XHMUIECKHM
Ha HOBBIH TO/I. [103TOMY, C TOUKH COCTaBOM, SHEPTEeTUYECKOH I[EH-
PernoHanbHasi MegULUHCKasa opraHusauus 3peHHA MHOTHUX 9KCIEePTOB, [eJIeCO0- HOCTBIO ¥ (PUBUIECKIMU CBOU-
OpaszHee, YTOOBI 3aKYITKOH JIe4e6HOTO CTBaMH, JOKa3aHHBIM JIEUeOHBIM
Menuko-reHeTnyeckas KOHCybTauys OUTAHUA 3aHUMAJIACh PETHOHBL 3Gb(deKToM, KOTOPbIE OKa3hIBAIOT
- crenuuIecKoe BIUSHIE HA
KOHCYNIBTATUBHLIM LIEHTP fI3bIKOM 3AKOHA: KAK MONYYUTb BOCCTaHOBJIEHUE HAPYIIIEHHBIX
MonuknNMHWKa PELIENT WJIM yTPAYeHHBIX B PE3YJIbTATE Jdxkcnepmusl cuumaom,
3abosieBaHuA QYHKIHIH Opra- Ymo 3aKynkoi 1eueoHo-
nin IIpesk/ie BCETO CTOUT OTMETHUTD, YTO HU3Ma, IPOPUIAKTUKY ITUX 20 numMaHua HYMICHO 3a-
MOANKAUHUKA MO MECTY XKUTENbCTBA HOPMBI, PETYJIUPYIOIIHE OCHOBBI HapyIIeHUH, a TAKKE HA TIOBbI- HUMamsbCca pe2uoHam, —
JIe4eGHOTO MUTAHU S, ABJISIOTCS HO- IIIeHVe aZIalITUBHBIX BO3MOKHO- mozda 6yoym yumeHwl
Bpau-cneunanuct BaIlyel 3akoHOZaTe bCTBA 00 OXpaHe cTel opraHusma. UHOUBUOJYAAbHbIE 3ANPO-
n 3/I0POBbA I'Pak/JaH OoT 2011 rozaa. Oc- Cbl nauueHmos
egnaTtp (ecnun HET Bpava-crneumnanucra)
HOBBI 3aKOHO/IATEILCTBA 1993 rojia 4. HopMbI J1Ie4e6HOTO TUTAHUS
HE COZIEPIKAJTH JIa’Ke YIIOMHUHAHW A YTBEPIK/IAI0TCS YIIOJTHOMOUEH-
0 JieueOHOM TUTAHUH B paMKaXx opra- HBIM (peiepaIbHBIM OPraHOM
HU3AIUH OXPaHbl 3I0pPOBhs. B 323- HCTIOJTHUTEJIPHOM BJIACTH.
®3 «O6 ocHOBaX OXPAaHBI 37J0POBBA
IIaz rpaxxzaH B Poccutickoit @eneparum» N? 323-D3 «0Ob ocHo8ax 0XpaHwl

B CTaThe 39 JIaHO OIIPe/IeJIEHHE Jie- 3doposbs epadcdan 8 Poccuil-
4yeOHOMY TUTAHUIO. ckott Pedepayuu», cmamovsa 39. HopMbl, pery/iupyolie OCHOBbI JTleueGHO-
]que6ﬂoe numaHue IO IIMTAaHUA, ABJIAIOTCA HOBaIlI/Ieﬁ 3aKOHO-
AaTeJIbCTBa 00 OXpaHe 340POBbA I'PaXKJAaH
OT 2011 roxa. OCHOBBI 3aKOHOJATEJIbCTBA
1. JleueOHOE MUTAHUE — ITH- 1993 roZia He COJIEPKAIIU TaKe YIIOMU-
TaHue, 00ecIieunBaloIee Kro saznauyuTt CITJIII u KTO BBIIU- HAHWA 0 JIe4eGHOM IUTAHUU B PAMKAX
yZIOBJIETBOpEHUE (DU3UOJIOTH- et perent? Cnenuaan3upoBaHHbIE OpraHU3aIUY OXPAHbI 3710POBbS
4JecKHX OTpeGHOCTeH opra- IIPOJYKTHI JIeUeOHOTO MUTAHUSA
HHM3Ma Y€JIOBEKA B MTUAIIEBBIX Ha3HAYAIOTCSA BpadyaMy MeTUIHH-
BEIeCTBAaX ¥ SHEPTHH C yIETOM CKUX OpraHU3aIH1, OKa3bIBAIOIHAX
MeXaHU3MOB Pa3BUTHA 3a001e- MeJIUKO-T€HETUUECKYI0 TIOMOIIIb,
BaHMUS, 0COOEHHOCTEN TEUEHU S BBIMKICHIBAIOTCSA BpayaMH Me/TUIHH-
OCHOBHOTO U COITyTCTBYIOIIIETO CKUX OpraHU3aIUi, OKa3bIBAIOIAX
MeJIUKO-T€HETUYECKY IO TIOMOIIb, UJIH
BpayaMu-CIeNnaaIncTaMu, a B CIIy-
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Buwidaua
npooyk-
mos .ae-
YyeoHo20
numaHus
0aa demeit-
uHeauUdos
npou3eo-
Jumea no
Ab20MHBIM
peuenmam

IIpu HEKOTOPBIX
penkux 3abose-
BaHUAX CIELH-
aJIbHBIE [TPO-
JIYKTHI JIeueOHOTO
MIUTAHUS I03BO-
JISIIOT OTPaHU-
YUTH HOCTYILJIE-
HUE HEKOTOPBIX
BEIECTB B Opra-
HU3M

Huorpa quera
[peAIoaraeT
TaKKe YacThIe,
ZIpOGHBIE KOPM-
JIEHU S C BBICOKHM
co/ieprKaHUuEM
YIJIEBOZIOB, HJIU
OHa MOXeT ObITh
BBICOKOKHPOBOM
(keToreHHas
nuera)

Yae OTCYTCTBUS IIOCIETHUX Jieda-
UM BPa4oOM IIEPBUYHOTO 3BEHA.
Brizjaua nposyKTOoB JIeueOHOro Iu-
TaHUA JI4 JleTel-HHBaJIU/I0B IIPO-
W3BOIUTCA IO JIBTOTHBIM PEIENTaM.
Takoii penent K0JKeH OBITH BBIITU-
CaH BpayoM Ha PeleNnTypHBIX OJ1aH-
Kax ycTaHOBJIEHHOH ¢opmbl. Kpome
TOT'0, BEIITUCHIBAEMBIE ITPOJYKTHI
JIOJIKHBI COZIEPKAThCA B IIEpeYHe
CHeIVaTu3UPOBAHHBIX IPOAYKTOB
J1IeueOHOTO MUTAHUSA, YTBEPK/IEHHOM
paBUTeJIbCTBOM PO.

OCHOBAHMNSA Ans NOJAYYEHUA cnn
B CTALLMOHAPE N AMBYJIATOPHO

I'naBHOe — 3T0 enepasIbHBIN 3aKOH
oT 21.11.2011 N2 323-®3 «O06 ocHOBax
OXpaHbI 3/I0POBbsA rpazkaaH B Poc-
cuiickoi ®eneparum», CTaTbu 37, 39,
44. TTosACHUM, YTO B COOTBETCTBUU CO
cratbeli 76 Konctutyruu PO 3akon
UMeeT IpAMOe JIEUCTBHE HA TEPPUTO-
pUH Bcel CTpaHBbI.

J17151 ero yTOUHeHU s IPUHATHI pas3-
JINYHBIE BeJIOMCTBEHHbBIE IIPUKa3HI,
METOAUYECKHE PEKOMEeHaIluu, 10~
CTAHOBJIEHUS IPABUTEIbCTBA U APY-
rue oKyMeHTHIL. IloguepkHeM, 4TO
BCE OHU SIBJISIIOTCS 00s13aT€IbHBIMHU
JlJ1 UCIIOJIHEHUSA U B PETHOHAX.
Kpowme Toro, By1acTu TeppuTOopuit
MOTYT JIa’Ke PACIIUPUTH IEPEUEHbB:
IpHY IVIAHUPOBAHUY OpPTaHU3AIUU
CUCTEMBI JIEYeOHOTO MU TAHUS Opra-
HBI yIIPaBJIeHU 37JpaBOOXPaHEHUEM
cy6pekToB PO MOTyT H37aTh MECT-
HBIe aKThl, pacmiupsionue deze-
paJibHble HOPMATUBHBIE IOKYMEHTBHI.

YTOYHAIOLWASA HOPMATUBHO-
NPABOBAf BA3A N0 CNELN-
AJIN3NPOBAHHOMY JIEHEBHOMY
MUTAHUIO

« IIpukas MuH3ApaBCOIPA3BU-
TuA Poccum oT 24 UIOHA 2010 T.
Ne 4741 «O06 yTBep:xkaennu Ilo-
PSZIKa OKa3aHUS METUITUHCKOMN
MIOMOIIIN HaceJIeHUIO 1o nNpodu-
JIIO ,, IUETOJIOTHS ».

B moxyMeHTe onpeaendaoTcsa
NIPUHIIUIIBL, TOPAJOK U CUCTEMA
OpraHu3aIliu JIeueOHOro IuTa-
HuA B Poccumn.

« IlocTaHOBJICHUE TPABUTEIIb-
ctBa P® ot 26 anpesnis 2012 T.

N2 403 «O nopske Bezenus @e-
JIepaJIbHOTO PETUCTPA JIUI], CTPa-
JTAIOIIUX KU3HEYTPOIKAFOIIIMMHE
U XPOHUYECKUMH ITPOTPECCUPY-
0IUMY peakumMu (opdaHHBIME)
3a00JIEBAHUSIMU, IPUBOZSIITUMHU
K COKpAIIeHUIO P00 KUTETb-
HOCTH JKU3HU T'PaKJaH UJIH UX
WHBAJIUTHOCTH, U €TO PETHO-
HaJIBHOT'O CETMeHTa» (C M3MeHe-
HUSIMH U JTOIIOJTHEHUSMMA).

« [TocTaHOBJIEHHE ITPABUTEITb-
ctBa P® oT 30 utoss1 1994 T.

N¢ 890 «O rocynapcTBeHHOU
MO/I/TEP>KKE PA3BUTHU S MEIUIIHH-
CKOM MPOMBIIILJIEHHOCTH U YJIy4-
[IEHWH 00eCIIeYeHU ST HACEIEH U
U YUPEXKIEHUH 3paBOOXpaHe-
HUS JIEKaPCTBEHHBIMH CPEJICTBA-
MH 1 U3eJIMAMHA MEIUIUHCKOTO
HazHaYeHNUA» (C U3MEHEHU MU
U IOIIOJIHEHU M),

» ®eziepasIbHbBIA 3aKOH OT

17 utoJisA 1999 T. N2 178-03 (pep.
OT 28 HOSIOpsI 2015 T., C U3M. OT
29.12.2015) «O rocyZapcTBeH-
HOH COIIMAJIBHOM IIOMOII[H».

« [TocTaHOBJIEHUE TPABUTEIb-
ctBa PO oT 9 ampesis 2015 T.

No 333 «O06 ytBep:kaenuu [Ipa-
BUJI GOPMUPOBAHUS IEPEYHS
CIIENATN3UPOBAHHBIX IIPO-
JIyKTOB JIeueOHOTO TUTAHUS JIJIS
JeTed-UHBAJIAIOB>.

« [lepeyeHs crienaIn3upo-
BaHHBIX IPOJIYKTOB JIeue6HOTro
MUTAHWUA JIs IeTeH-UHBAIU/IOB
(ocHOBaHUE — pacCIOpsIKEHNE
MpaBuUTeJIbCTBA N2 2984 OoT

11 Iekabps 2019 T.) Ha 2020 TO7.
Aror nepeuenb CIIJIII 06HOBIIA-
eTcs KaXkAblH O,

KAK PETUCTPUPYIOT CIUIN

B pamkax EAMHBIX CAaHUTapHBIX IIpa-
B TamoskeHHOTO cor03a EBpA3dc
CIenuaJIn3ipOBaHHbIE NTUILEBbIE
IIPOAYKTBI OIIPENIEJIAIOTCA KaK TO, UTO
00513aTeJIBHO JIOJIKHO IOy YUTh T'O-

No 17

JleueoHoe
numadue,
Komopoe
umeemes
6 apceMa-
Ae epava
ce200HA,
pasumensw-
HO omau-
yaemeces
om mozo,
Ymo owulao
10—20 aem
Ha3aol

Pa3pabo-
mauHsl cne-
uuaavHble
coaaancu-
posaHHbvle
cMmecu 04a
PaszHoz20
eo3pacma,
Komophbvle
codepicam
ace HeoO-
xooumwle
KOMNOHEH-
mult

JI151 IOAPOCTKOB
BBIIIyCKAIOTCS
crenuaabHble
HHU3K00EIKOBbIE
BBICOKODHEpre-
TUYECKHEe HAITUT-
KH ¢ pa3HBIMU
BKyCaMu
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CYZIapCTBEHHYIO pErucTparuio. B ator
TepeyYeHb BXO/ISAT B TOM YKCJIE POy K-
THI IETCKOT0 TUTAHWS, JIJIsI GEpeMeH-
HBIX ¥ KOPMSAIIUX KEHIIIMH, TPOLYKTHI
JHEeTHYECKOro (y1iequebHoro v mpodu-
JIAKTUYECKOTO) IUTAHUA, TPOAYKTHI
JUTSI TATAHUS CIIOPTCMEHOB.

B uncye qokyMeHTOB TaMOxkeHHOTO
€01032a, KOTOpBIE PETyJIUPYIOT 3TU
BOIIPOCHI, HY?>KHO BBIJIEJINTH pellleHne
koMuccruu TaMoKeHHOI0 €o103a OT
28.05.2010 N2 299 «O mpuMeHEeHU !
CaHUTApHBIX Mep B TaMOXXeHHOM
coro3e». B HeM ompesesieH nepe4eHb
CIeIUaIu3uPOBAHHBIX IPOJYKTOB
JIJ1 Jle9eOHOro MUTAHUA AeTel.

PEQKME 3ABOJIEBAHUA M cin

B crrenmaiu3upoBaHHBIX IPOAYKTAX
JieueOHOrO MUTAHUS HYKIAI0TCA
MHOTHE MTaI[UeHTHI C PEAKUMU 60J1e3-
HAMH. ITO:

* pennkeToHypUs (HUBKOOETKOBBIE
MIPOAYKTHI);

* JIeAIIHO3 (00JIe3HB C 3aIIaX0M KJIe-
HOBOT'O CHPOIIa MOYH);

* TOMOITUCTUHYPUST;

* TUPO3UHEMUS;
e OpraHuyvecKkue anuaypuu,

+ 3a00JI€BAHUS C HAPYIIEHUSIMU
OKUCJIEHU S JKUPHBIX KUCJIOT;

* TaJIAaKTO3€EMUS;

* MyKOBUCIIU/IO3;

« cuagpom IlIBaxmana — /laiiMmoH/1a;
* CHHZPOM KOPOTKOH KHIIIKH;

« 60s1e3HB KpoHa;

« HejocTtaTouHocTb GLUT1;

« 3200J1€BaHUA C MAJLJTHATUBHBIM
crarycom: CMA, 60s1e3Hb /{I0IIEHHA,
BAC, 601e3ub baTTena u gp. (mura-
HUe yepe3 racTpoOCTOMY, 30H/, SHTe-
paJIbHOE IUTAHUE).

BAPBEPbBI /111 NNEYEGHOH Efibl

B 60)'II)HII/IHCTB6 CJIy4aeB MallueHTOB
00ecreynBaOT B PpETHOHAX HA OCHO-
BaHUU IIOCTAHOBJICHUA IIPABUTEJIb-
ctBa PO ot 26 anpesnis 2012 1. N2 403
¥/WJTU TIOCTAaHOBJIEHU S IIPABUTE I b-
ctBa PO ot 30 utosis 1994 1. Ne 890.
TakoB nopsaok. Ho 6p1BatoT c10x-
HOCTH.

Her B ciucKe, B KINHUYECKUX
pexomeHaamuax. Hanpumep,
MmaI@eHTaM MOTYT OTKa3bIBaTh, ECJIN

S/ 1/13KO, QA HE YKYCULWBL | 69
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boavwue
npoo.aemuvl
8O3HUKaIom
Y 83POCAbLIX
navueHmoas.
le-¢haxkmo
83pocaslil
navueHm

8 Poccuu
npakmuuecku
AUWEeH Nnpasa
Ha 0ecn.aam-
HOoe aeuedHoe
numanue

YacTo KJIMHUKU HE 3aKyIawT clienquajib-
HbI€ IPOAYKTBI

MHorue He MOTYT IOJIyYUTb AOCTYT

K ’KM3HecIacalolleMy Je4eHUI0 B BU/ie
CIIJIII, ecsiu nUTaHUe He 3aperuCTPUPO-
BaHO B Poccun

B oTimune OT He3aperucTpUPOBAHHBIX
JIeKapCTBEHHBIX IIpPernapaToB, KOTOpbIe
BCe JKe MOKHO 3aKyIlaTh ¥ BBO3UTD, AJId
HesaperucrtpupoanHoro CITJIII Takoit
MeXaHHM3M He OIpejieieH

ux 60JIe3Hb HE BXOAUT B «IIePEUHU

U CIIUCKU». B TakuXx ciiydasx Ha Io-
MOIIIb IOJI>KHBI MPUXOAUTH KJIUHUYe-
CKUe peKOMeH/IallNH, I03TOMY YKe
Ha 9Tarre 00CyKIeHNsI U ITOATOTOBKU
KJIUMHUYECKUX PEKOMEHJaIui He-
00X0IUMO BHECTH Paszesibl, KOTOpbhIE
OTHOCSATCS K JIeueOHOMY MTUTAaHUIO.

IIpoGiiemsbI y B3pOCIAbIX. Bosib-
e Tpo6JieMbl BO3HUKAIOT Y B3POC-
JIBIX TTanieHTOoB. [le-daKTo B3poc-
JIBIY manueHT B Poccum mpakTuyecku
JIMIIIEH IpaBa Ha 6ecrimatHoe CITJITL.
[IpensATcTBUA BO3HUKAIOT IIPU OTCYT-
CTBUY UHBAJUAHOCTH (K IPUMEDY,
mHorum nanuestam ¢ ®KY c 15 et
CHUMAIOT HHBAJIU/THOCTB).

OO01e Moka3aHus Kak mpe-
narcreue. Kpome Toro, B nepeyeHb
BXOZISAIT TOJIBKO MPOAYKTHI, UMEIOII[He
MpsIMble TIOKa3aHuA s 3a00J1eBa-
HUH, a MPOYKThI, UMEIOIIHE 00IIHe
MOKAa3aHU, OCTAIUCH 32 GOPTOM.
CkaxxeM, IpU MyKOBHUCITH/I03€ HMe-
I0TCsI HAPYIIIEHW A BCAChIBAHUS KU P-
HBIX KUCJIOT, HO MIPOAYKTHI C TAKUM
MOKa3aHUeM He MOTYT BXO/TUTh

B IIEpEYEHb JIJI MYKOBUCIH/034.

Kiunnuku He 3akynaror. B kiu-
HHUKax 4yacTo He 3akynatoTcs CITJITI,
XOTS1 OHU BXOZ AT B CTAH/APTHI Jleue-
Hus. CIUIIT u o6opyioBaHue i ra-
CTPOCTOM, 30H/IOBOTO MTUTAHUA U T. 1.
aMOyJIaTOPHO He OIIAaYUBAIOTCS —
OIlJIaYMBaeTCs TaKoe MUTaHNe TOJIBKO

No 17

IIpU MMaJIJIMAaTUBHOM CTaTycCe IalfueH-
Ta, HO TaKOH MMeeTCs He Yy BCEX.

IIpoaykT He 3aperucTpupoBaH
B Poccun. MHorue He MOT'yT IOJIy-
YUTH JOCTYI K )KU3HECIIACAIOIIEMY
neuenuto B Bujse CIIJIII, ecotu muta-
HUe He 3aperucTpupoBaHo B Poccuu,
a 3HAYUT, 3alpelleHo K 3aKyTIKe A
nanuenToB. K aTum 3ab6o01eBaHUSIM
OTHOCATCA HapPYIIEHUs OKUCJIeHU
JKUPHBIX KUCJIOT, HAPYIIEeHU A [TUKJIa
MOUYEBUHBI, HAPYIIIEHUs 00OMEHA XO-
nectepuna (cuazgpom Cmura — Jlem-
au — OnuTna).

HeT MexaHn3Ma BBO3a HE3a-
perucrpuposannbix CIIJVIII.

B omyiume oT HE3apeTUCTPUPOBAH-
HBIX JIEKAPCTBEHHBIX IIPEIapaToB,
KOTOPBIE BCE K€ MOKHO 3aKyNaTh

U BBO3UTD, /1J151 HE3aperucTprupo-
BanHoro CIIJIII Takoii MexaHHU3M He
ompeiesieH.

Bcepoccuiickoe 00IIECTBO PEAKUX
(opdanubIX) 3a00I€BAHUI HATIPABH-
JIO cIennajbHble THUChMa, obpatie-
HUA B MUHHUCTEPCTBO 3paBoOXpa-
HeHus P® u I'ocypapcTBeHHYI0 AyMy
P® c npochboii 06paTUTh BHUMAHIE
Ha 3TU IPOOJIEMBI U PEIIUTD UX

B OyTMIKaliIiee Bpems.

EcJ1u BBI CTOJIKHYJIUCH C TIOXOKUMU
BOIlpocamu, obparnaiTech K HaMm
B OpraHU3alMIO ¥ MbI OyIeM BMeCTe
craparbes npobiemy pemuTs.
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Cywecmsyem yeavlil psd pas-
pabomok cneyuaau3uUpo8aH-
HblX NPOOYKMO8 1euedH020
numanusa 042 oemeil, 8 Mom
Yucae paHHezo 8o3pacma,
CcMpaoaruwux Nnamoao2uUIMu —
HenepeHoCuUMOCMbl0 MON0KA,
nepeuuHoOU U 8MOPUUHOLL NAK-
MO3HOU HeA0CMamMoYHOCIMbI0
u 2anaxkmosemuell, yeauaxueil,
deHukemoHypuell, op2aHuHe-
CKUMU ayudypusmu, Hapyule-
HUAMU PYHKYUU KUILEUHUKA,
KULLeUHbIMU UHPeKYUAMU,
3a601e8aHUAMU NOOKHCeAYOOU-
HOU Jcene3bl, neveHU U Hen-
Yegbleodawux nymet u m. O.
Cneyuaau3upo8aHHbLMU NPO-
Jdyxmamu neuebHO20 NUMAHU
015 maxux demeul 28AH0MCA
CYyxue pacmeopumble cmecl,
npu20mosieHHbvle Ha 0CHO8e
U3019MOP08 C0e8020 beaxa;
6e31aKmo3Hble UAU HU3KO-
/1aKMO3Hble; He codepicaujue
deHurananuH; codeprcawyue
npeduUOMUKU UAU NPOOUOTNUKL,
2unoannepzerHbvie u m. 0.

PEJIKUE BOJIE3HU B POCCUU

. OA HE YKYCU/LUb

WWW.RARE-DISEASES.RU
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u JomawHeu
3adoome

No 17

SHAIMb

Hoewlil meduanpoexm «Pedxas 6ubauomexa»
10380.1UM NOAYUUMb KAUECTNEEHHYO
uHg@opmauuro o pedxkux 60.1e3HAX

Bcepoccuiickoe 06IIIECTBO PEAKUX
(opdannbix) 3aboaeBanuii (BOO3)
Ha4aJIo HOBBIM MeTUApPOeKT «Pej-
Kasi OMbIMOTEeKa» — BBIIIYCK CIIEIIH-
aJIBHBIX GPOIITIOP-METOUYUEK 110
3abosieBanusM. Llesb mpoekTa — /1aTh
MaIueHTaM, UX CEMbSIM U Bpadawm,
0COOEHHO JJOKTOPaM IIEPBUYHOTO
3BeHa, KAUeCTBEHHYIO 1, CAMOE IJIaB-
HOe, MPo(dECCUOHAJIBHY IO, TI0CTO-
BEPHYIO HUH(GOPMAIIUIO O PA3JIUUYHbBIX
penkux 60Je3HIX.

Brinmyck 6poIIop-MeToJUIEK — CO-
BMeCTHBIH mpoekT BOO3, ero skc-
MIEPTHOTO COBETA, KOTOPHIM PYKOBO-
JIUT 1.M.H., npodeccop Exarepuna
3axapoBa, 3KCIePTOB 10 Pa3HBIM
THIIaM HO30JIOTHH, KypHasa «Pen-
Kkue 6oste3uu B Poceun». Lenp
Ka’k/IOT0 BBIILYCKA — 1aTh UHGOP-
MAaI{IO IO BCEMY ITUKJITYy 60JIe3HU:
OT MOSBJIEHUS TIEPBHIX CHUMIITOMOB,
JIMaTHOCTHUKH JI0 TEPAINH, peabuin-
Tanuu U npoduiakTuke. Pazmesnnr
JIMAaTHOCTUKY U TEPATIUU COZEPKAT
Tak:ke UHGOPMAIUIO O TOM, B KAKUX
cirydasix Heo6X0JUMO ITPOXO/ITUTH

JIOTIOJTHUTEJIBHYIO IHATHOCTHKY, YTO
TpebyeT KOPPEKTUPOBKHY JIEUeH U,
KaKOBBI 0COGEHHOCTY MeTUI[UHCKON
ITOMOIIY IIPH COILYTCTBYIOLIUX 3a60-
JIEBAHUSAX.

Ka>x/1p1il BBIITYCK COAEPIKUT HA3Ba-
HUA MEAUNMHCKUX OPTaHU3ALIUH,
KOTOPBIE OKa3bIBAIOT ITPOGECCHO-
HaJIbHYI0, HAJIEXKHYI0 IUaTHOCTHYUEe-
CKYIO ¥ MEJINIIMHCKYIO IIOMOIIIb.

Opdanubie 3a601eBaHUS — HEMIPO-
cTad TeMa He TOJIBKO AJIA IMalfueH-
TOB, HO U JJIs1 Bpauel IepBUYHOTO
3BEHA, JlaKe Y3KUX CIEIUAIUCTOB,
Beb 3a00JI€EBaHUS B IPIMOM CMBIC-
Jie pe,uKHe, a 3HAYUT, B HpaKTI/IKe
BCTpedaroTcA HedacTo. IHTepHeT
cefiuac coZIepKUT Bpojie Obl U He-
MaJio HHPOPMAIUH, HO JaJIeKO He
Bcerjia oHa mpodeccroHaIbHA U J0-
croBepHa. HOBBIH MeManipoexkT
CTpeMI/ITCﬂ MI/IHI/IMI/IBI/IpOBaTI) 3TOT
HemocTaTok. Takas MajieHbKasd,

HO 00€eBasA KHMKUIA — HAaJeKHBIH
WHCTPYMEHT B PyKaxX U CEMbH Ia-
IIHEHTA, U JOKTOpa. Bce moHUMAIOT,
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RARUS

PEJIKUE

BOJIESHIT

BOJIE3Hb
HUAMAHHA - MMKA

PEOKOE FrEHETUYECKOE 3ABOJIEBAHMUE, MNP KOTOPOM
BEJIOK NPC1 U/ NPC2 HE BbIMOJTHAET CBOEN ®YHKLINW,
MO3TOMY XONECTEPUH U NUNXObI SAOEPXUBAIOTCH

N HAKAMJTMBAIOTCA B JIN3OCOMAX U KJNTETKAX

CREUVANBHEIN BRIRYCK

BCEPOCCUINCKOE OBWECTRBO OPRAHHBIX 2ABOMEBAMMIA

4TO BajkHO, KaK MOKHO OBICTpee
MOCTaBUTh JJUATHO3 U HE JOIYCTUTh
OIIMOOK B HA3HAYEHUHU TEPAIUH,
n36eKaTh pa3HOr0 PO/ia MOKHUAA0-
[UX MAlHeHTa PUCKOB, 3HATh, Ky/a
00paTUTHCS 3a IOMOIIBIO. ITO HE
TOJIBKO YJIYUIIIaeT KaueCTBO KU3HU
JIIOZIE ¢ XpOHUYECKUMHU 3200 IeBa-
HHUSIMH, HO HEPEIKO U CIIACAET UM
JKU3HbD.

ITepBbie nBe GPOLIIOPHI-METOANIKH
B PaMKaX 9TOr'0 IIPOEKTA y2Ke BBIIIIN

B cBeT: «bosiesup Humanuna — ITuka
tun C», «MyKomoJmcaxapuios
(MIIC) II Tumna». B mpornecce mosiro-
TOBKU — METOAUYKA 10 (PeHUIIKeTO-
HYPHUH, MUTOXOH/IPUAJIBHBIM 00J1€3-
HAM U MyKoIoyimcaxapuaosy I tuma.

BOJIE3Hb HUMAHHA - NMUKA (TUN C)

JIump HeckosIpKO pakToB. bose3Hb
Humanna — ITuka (tun C) moxeTt
MIPOSIBJIATHCS B PA3HOM BO3PACTE, 3TO
00yc10BIIIO IATH (GOpM 3a00J1eBa-

MONE3HO N HEOBXOONMO SHATL | 773

«OrpomMHOe pa3zHo06pasue IPOsABIEHIH
6osne3un Humanna — ITuka (tun C) y pas-
HBIX TAIIMEHTOB 03HAYAET, YTO KAKOTO-
60 ONPE/IEJIEHHOTO U OJUHAKOBOTO
[IPOTHO3a JIJIs1 BCEX MAI[MEHTOB He CyIIle-
cTByeT. Jlaske AJ151 JOCTATOYHO IPUGIN-
3UTEJIBHOTO IPOTHO3a Bpay J0JIKEH [IPH-
HATH BO BHUMaHUe Pa3InIHble HAKTOPBI,
BKJIIOYAsl BO3PACT Havyaa 3a00JI€BaHuU S,
€ro IIPO/IOJIKUTETHHOCTD U PUCK OCJIOK-
HeHuil. Ecyin y Bac BOBHUKJIM BOIIPOCHI IO
[IPOTHO3Y TeueHus 3a00IeBaHU Y AU~
eHTa ¢ 6osie3upio Humanua — ITuka (Tun
C), 06s13aTeIFHO 06CYAUTE HTO C BpAYOM
WJTY TPYTIIION CHENHAIUCTOB»

«Y 00AbWUH-
cmea demeil
pez2yaapHoe
00caedoasa-
HUe PeKOMEH-
doeaHo pas3

6 wecmb
mecaues

C 0c000
mwameasHoll
oueMHKou
PdyHxuuil
JbixaHus,
2aomaHus,
padéomut
KuwevHuxka
U HepeHOoUl
cucmembvl»
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«ITpu Hauasle 3a60J1eBaHNA B PAHHEM
JIeTCKOM BO3pacTe HabII0/lal0TCA 3a-
Jiep3KKa IICHXOMOTOPHOI'O Pa3BUTH S,

yBeJIMUYeHHe [IeYeHH U CeJIe3eHKH, 3a-
TSKHAS JKeJITyXa.

IIpu Havase 60s1e3HU B 60JIee MO3THEM
BO3pacTe Ha HepBbIﬁ IIJIaH BBIXOAAT
HEBPOJIOTHYECKHE CUMIITOMBI, TAKHE
KaK HapyIIeHNs [IOXO/KH, IVIOTAHNUS,
TOHyca MbIIIL. Y GOIBIINHCTBA HALlHeH-
TOB HaOJIIOIAQI0TCA TaKKe KOTHUTHBHBIE
paccTpoicTBa, B PAZE CJIydaeB MOTYT

OBITh ICUXUYECKHE HAPYIIEHUS

«Bvtaeuumon
3abo0.esaHue
noxa
HEeB803MOICHO,
HO cywiecmay-
em MHOJice-
CMaeo No0xXo0008
68 noodoepirHcusa-
owell
mepanuu»

«Bce cembu ¢ MIIC II Tuma 103K HbI
006s13aTeIbHO TPOUTH MEUKO-TEHETH-
YecKoe KOHCYJIBTHPOBAHUE U ITOJIYYUTh
IOJIHY 10 HHGOPMAIIHIO OT Bpaya-reHe-
THKA O PUCKE IOBTOPHOT'O ITPOSBJIEHUA
JIAaHHOTO 3200JIeBaHUS B CEMbe WU
06CyIUTD JIPYyTHe BOIPOCHI, CBSI3aHHbIE

¢ HacjeIoBaHueM 3a00JIeBaHUA»

No 17

RARUS

PEJIKUE
BOJIE3HU

KYPHAT 05 OPBAHHBIX SABOTEBAHHAX

MYKONOJ/INCAXAPMAO3
(Mnc) 1 TMNA

CUHAPOM XAHTEPA: O4AWH HA 100 TbIiCA4

CNHOPOM XAHTEPA, TN MYKOMOJIMCAXAPUOOS3 II, - OOHA
N3 CAMbIX YACTbIX ®OPM MYKOTMO/IMCAXAPUOO30B (MI1C)
B MUPE XXVBET BOJ1EE 2000 NMALUMEHTOB C BOJIE3HbIO XAHTEPA

BCEPOCCUMNCKOE OBLECTBO OP®AHHbIX 3ABOJIEBAHUN

CMELUASIbHbIW BbINYCK

Husi. U B kaxom CJIy4daeT eCTb CBOU
HIOAQHCHI I10 CUMIITOMaM, II0O3TOMY
U CJIOXKHO YCTAaHOBUTH JUATrHO3.

B umciie cOMyTCTBYIOMINX METOOB
Tepanuy PEKOMEHYETCS TUeTa IIPU
pHeMe IaTOTeHEeTUYECKOTO Ipe-
mapata. Yero HyKHO U30erarsn, 4To
OTPAaHUYUTH, @ YUTO MOXKHO YIIOTpE-
6s1TH Oe3 orpaHuueHu — nHGOP-
MaIusi o Pa3HbIM TPYIIIaM IPOIYK-
TOB COZIEPKUTCA B Tabsuile. Byzaer
moJie3Ha mo/ipobHast nudopmanus

U 0 TOM, KaKue 00CjIeIOBaHUs HYKHO
MIPOXOJIUTH MMallUeHTaM.

1, KOHEeYHO, COBETHI CEMbAM, KO-
TOPBIE MOJIE3HbI U 115 IAIlHEHTOB

¢ pasubIMu Ooste3usaMu: «HyKHO
co0IroiaTh pEKOMEHAI[iH, HU TIPU
KaKUX YCJIOBUSX HE TEPATH HAIEK/TY
¥ CAMOMY CTaTh HKCIIEPTOM B CBOEM
3abosieBaHuy. YnTalire JIUTEPATYPY,
obIaiTech ¢ APYrUMH CEMbIMH,

He CTECHAUTECH 3a/]aBaTh BOIIPOCHL.
Jlazxe ecyiu BbI He 11obeauTe 60j1€3Hb
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MMOJTHOCTHIO, UBMEHUTD YKU3Hb K JIyU-
[IEMY, C/IeJIaTh POIHOTO BaM 4eJIOBe-
Ka CYACT/IMBBIM — B BalllUX cUJIax!»
Kpowme Toro, josiM ¢ MSrkoit ¢pop-
MOH 3a00J1eBaHU s HEOOXOUMO
Hay4YHUThCA OBITH HE3aBUCUMBIMU OT
cBoux cemeii: «He maBaiite pe6eHKy
Y IIOPOCTKY 3aMKHYTbCA B cebe.
EMmy HyKHBI py3bsi, OOIIEHHE 1 Ha-
BBIKU CAMOCTOATEIBHOU KU3HU».

MYKOMNOJIMCAXAPH03 (MIC) Il TUNA

Cuwnraercs, 4To Takoi 60J1e3HbI0 (ee
TaK»Ke Ha3bIBaIOT «CHHAPOM XaH-
Tepa») MOXKET CTPAiaTh OAWH HOBO-
PO/IeHHBIH Ha 100 Thicsa4Y. Ho ske-
MEPTHI CYUTAIOT, UTO PEAJIBHOE UM CIIO
IIAaIIMEHTOB HENU3BECTHO, HOTOMy qTo
CKpI/IHI/IHFa Ha HEero HpI/I pO)KILEHI/II/I
pebenka He npoBoguTes. Equn-
CTBEHHOE, OTMETHM, 3a00JIeBaHHUe
MPUCYIIe B OCHOBHOM MaJIbuMKaM.
ITouemy — yuTaiiTE OTBET B BHIILYCKE.

K coxasieHu1o, IOKa He CyIIECTBYeT
mmpernapara, KOTOPBIH ITOJTHOCTBIO
U3JIeYrBaeT 32060 IeBaHUE, TOATOMY
U BpayaM, ¥ ceEMbe OUeHb BAXKHO
3HaTh, KaK YIAy4YlIInuTb KaQ4eCTBO XKU3-
HU IalueHTa. bpouropa-MeToanuka
JlaeT eMKYI0, HO II0JIE3HYI0 HH(POP-
MaIuio 0 TOM, KaK MOTYT BECTH

cebs pa3Hble CUCTEMbBI OpTaHU3Ma
(koCcTHO-CyCcTaBHAs CHCTEMA, OPTaHbI
JIBIXaHU S, CEPAIEYHO-COCYUCTAS U
OpIOIIHAS ITOJIOCTH, HEPBHAS CUCTE-
Ma, 3peHue, CIyX) U KaKue B 3TOH
CBA3M JIeHCTBUA HYKHO IIPeIIpU-
HATD UM, HAIIPOTUB, Yer0 n30eraTh.

Tepamnusi, HabJTIOZIEHE, TUIAHOBBIE 00-
CJIEZIOBAHUSA — 10 BCEM STHUM IIYHKTaM
JlaHa yeTkas nHbopmanus. B 6pomrio-
Pe€ ecThb JaHHBIE II0 OPTraHU3AIUAM,
KOTOpbIE 3aHIMAIOTCS TMaTHOCTUKOU
U TepaIred MyKOIoJINCaXxapyua03a
Tu I, Ha3BaHbI OOIIECTBEHHbBIE
OpraHu3alluy U PEeCYPChI, KOTOPHIE
IIOMOTAIOT MarueHTaM. MbI Tak:ke
TIOATOTOBUJIY JIJ1 BaC HATJISATHYIO UH-
dorpaduky — MapmIpyT HOJTyIeHUS
mpemnapara. B ToM 4ucJie Bbl y3HaeTe,
K KOMY MO?KHO OOpaTUThCA 3a IO~
MOIIIO, ECJIU B TIPernapare OTKa3aJIn.
NwmeroTcs m o01ecTBeHHbIE (POH/IBI,
KOTODBIE IIOMOTAIOT MAI[eHTaM I10JTy-
4uTh JJeueHre. OCHOBHbIE HA3BaHbI B
5TOM BBIIIYCKeE.

APT-PELUEHNS U TEPANNA

MbI IoCcTapauch CIe/IaTh TAKKE
METOAUYKHU HE TOJIBKO MIPEJIETBHO
npodeccruoHaTbHbIMHU U OJIE3HbI-
MU, HO ¥ IIOHATHBIMH, BEZb, YTOOBI
3a10/I03PUTH O0JIE3HD U ITPABUIIBHO
BECTH cebs C MarueHToM, OUeHb
MHOIO€ 3aBHCHUT OT JIeyalllero Bpaya,
Y3KOT0 CIEIHaTUCTa B IIOJTUKIHHY-
Ke, ceMbH. [103TOMY BBIITYCKHU IIPO-
CTO U KPACHBO BU3YaTU3UPOBAHBI,
coziepKaT CIIPaBOYHBIA MaTEpPHaI

B y0o6HOI ¢popme — B uHDOrpadu-
Kax, Tabyiunax.

Eme opgna 3a/1aua, KOTOPYIO MBI CTpe-
MHMCS pelIaTh, — 3TO BU3YyaIU3aI s
MapIIPYTHBIX KapT MAI[UEHTOB II0
HanboJiee BaXKHBIM BOIIpOCaM, Ha-
[IpUMep KaK IOJIYIUTH Iperapar.

Kasx b1 BBITYCK JIEJIAETCS B €U~
HOM CTHJIE, HO B CBO€EH IIBETOBOM
ramMme, 4ToObI y Kask0T0 ObLJI CBOH
o6pas. K Tomy ke pa3HOI[BETbE —
3TO CUMBOJINKA «/IHS PEJKUX»: MBI
pasHbIe.

U emme onna ¢umika — 006J103kka 6po-
HIIopel-MeToAuYKHU. C ee IOMOIIBIO

B Ka’K/IOM BBIIIYCKE MbI CTAPAEMCS TO-
BOPHUTH O CAMOM IJIABHOM, UTO BaYKHO
JUISL ceMel ¢ peJIKUMH 3a00JIeBaHH-
SAMU | JJI51 JTI0OBIX IPYTUX ceMei, —

0 J1100BH, B3AaUMOIIO/JIEPIKKE, CUACThE
JIETCTBA, KOTOPOE GhIBAET O/{UH pa3

¥ KOTOPOE HYKHO KaXKOMY.

Tax B HaIIEM [TPOEKTE OOBETUHUIIN
CBOU CHJIBI ¥ KOMIIETEHITUU CaMble
pasHble JIIOJU: MAI[HEeHTCKAs opra-
HUBAIKA, MEAUI[UHCKUE KCIIEPTHI,
HCCJIeJIOBATEIIH, CIIEI[UATH3UPOBAH-
HbI€ OPTaHU3aIN U, ME/IUATEXHOJIO-
T'H, AU3alHEPbI. MBI CYUTAEM, UTO
nHpOpManus — BaXKHEUIITHH pecypc
Bpaya U maIieHTa: OH TOXKE JIEUHT.

KAK NONY4YUTb BPOLLIOPY-
METOANYKY

bpomropsl-MeTOAUYKY pacpocTpa-
HAIOTCS OECIJIATHO HA BCEX MEPO-
npuartuax BOO3. Takxke UX MOXHO
IIOCMOTPETH B 3JIEKTPOHHOM BH/IE
Ha caiiTe opranusanuu http://wwuw.
rare-diseases.ru/sites-pdfs/ q

PYBPUKA PYERVIKA | 775

KOMAHJA NPOEKTA «PEAKAS
BUBJINOTEKA»

Bcepoccutickoe 06IeCTBO pef-
kux (opdaHHBIX) 3a00I€BaHUN
(BOO3)

Exarepuna 3axapoBa — pyKo-
BO/IUTEJIb SKCIIEPTHOTO COBETA
BOO3, x.Mm.H., mpodeccop

Ejiena 3aBbsijioBa — MeIuaTex-
HOJIOT, KypaTop COITHOKYJIbTYP-
HBIX TIpoekToB BOO3, ucciaeno-
BaTeJIb UHKJIIO3UBHBIX IIPOEKTOB
ApceH JlaHU3/Ib — apT-AUPEKTOP

Csemana bopyruna — nusainep

Hpuna YenenkuHa — IiuTepa-
TYPHBIN PEZJAKTOD

«Y nayueHmoas c 1e2Koil
¢dopmoit cunopoma XaH-
mepa uHmeANeKm mo-
Jicem oMb 8 npedeaax
HOpMbl. Hexomopute
83pocable NayuUeHMbl
umelrom avicuee oopas3o-
8aMue U 8bLCOKUILL COYU-
avHbll cmamyc»
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OpgpaHHbill Mup
cmpoum 0om

HpesBblHarHas CUTyaLys
2020 roga, cBsaA3aHHas

C KAPaHTVHOM, 1N3MeEHMa N, L
KOMMYHMKaLM BO BCEM MUPE: S

Mbl CTa/N PEXE BCTPEYATLCH, - ‘
HO HaYasI YaLle OOLWATLES, ¥ g
6e3 npobsieMm npeogonesas - __ : I

rPaHULbI reorpauUecKme ™ \
N A3bIKOBbIE. BO MHOMMX '
KJTHOYEBBIX MEXAYHAPOOHbL
OHJTANH-COObITUSAX MO PEOKMU
3ab01eBaHNAM MPUHUMAIIO
yyacTtue 1 Becepoccurickoe
OOLLECTBO peakmx (OpdaHHbIX)
3abonesaHuin (BOO3I). O camom
BaX>XHOM, YTO [IPOUCXOOUT

B «<MUPE PEOKMX>

RARUS

Ne 17 OPOAHHBI MP CTP /B OHNANH | 77

IHo3zvienout CGNARD

«Pedxum» ecex cmpaH
npeoaoxcuau 06se0UHUMbCA

Ha mexyHapoziHO# BCTpeue, opra-
Hu30BaHHOU RDI — Mexx1yHapoaHOH
opraHuzaluen, 00 beAUHAIONIEN Ta-
LIUEHTOB ¢ OphaHHBIMHU 3a00/IEBAHHU-
SIMY U3 pa3HbIX cTpaH mupa https://
wwuw.rarediseasesinternational.
org/, — ydactue B KOTOPO# IIpH-
Hssto BOO3, 6b11a 3asBIeHa Hes
cosmaHud I'106anbHOM 001Iei
MEIK/IYHAPOIHOMU CETH 10 PEAKUM
3abonesauusam (Collaborative Global
Network for Rare Disease Centres of
Excellence (CGN4RD)).

NHUIUaTUBY IIJIAHUPYETCS pea-
JIM30BaTh BMecTe co BcemupHO#
OpraHH3aIuel 31PaBOOXPAHEHU ST
(BO3). IIpensaraercs chopMUpPOBaTh
MHPOBYIO CETh SKCIIEPTHBIX IEHTPOB,
I'706abHBIX CIIPABOYHBIX IEHTPOB
TI0 peIKUM OOJIE3HAM.

ITo ;aHHBIM 5KCIIEPTOB, CETOTH S

B MUpe 0T 300 MJIH /10 350 MJIH YeJIo-
BEK JKUBYT C OphaHHBIMU 3a00JI€BAHH-
AMHU. V13-3a peJIKOCTH CiIy4aeTcs TakK,
4TO MMaIUeHThl reorpadpuyecku pas-
OpocaHbl, MHOTHM HEIIPOCTO IIOJIyYUTh
JINAarHO3 U ClIENUaJIN3UPOBAHHY IO
IIOMOIIb. ,Z[a)Ke CTpaHaM C CUJIbHBIMHU
CHUCTEMaMU 3/IpaBOOXPaHEHUA B OfIU-
HOYKY periarb HpO6J’IeMI)I TAaKHX I1a-
IMUEHTOB CJIO’KHO, B€Ab HY>KHO UMETH
CHCTeMy pearupoBaHu:A Ha 6000 3a-
60JIeBaHU, MHOTHIE M3 KOTOPBIX HE
HUMEIOT TEPAIINU, a MaJIOU3BECTHbLIE
JIMarHO3bI YCTaHABINBAIOTCS IOZOITY.

ITpoekT mpejiaraeT coopath Bce
JKCIIEPTHBIE IIEHTPBI, CKOOPIUHUPO-
BaTh UX PaboTYy, CO37aTh OOIIYIO CETh
JUTs1 OOMeHa 3HAHUAMHE, PECypcaMH,
TEXHOJIOTUAMHU. [J1aBHAs 1eJIh ATOH
paboThI — MAIUEHT U €TI0 CEMbS: IIPO-
€KT OIPEJIEJTUT UX TPUOPUTETHBIE
MoTpeOHOCTH.

[71aBHBIN IPUOPUTET — HU OMH
MaIMeHT Jaske B caMOH JIajIeKoMH

RARUS PEJKME BOJIE3BHU B POCCUI

TOYKe MHPA He JIOJI?KEH 0CTaThcs 6e3
nomotn. Ilmanupyercs, 94To B JIF060H
TOYKE MUPA CUCTEMA IOMOKET HAUTH
[IEHTP U HKCIEPTOB, MOJIYUYUTH KOM-
IJIEKCHY0, TOCTYITHYIO Y3KOCIIEI[Ha-
JIN3UPOBAHHYIO TIOMOIIb — OT THATHO-
CTUKHU U JIEUeHH 10 TPObUIAKTHKH
COIIYTCTBYIOIHX 3a00JIEBaHUT.

IIpennomnaraercs, 9To B cocras I'y10-
6aJIPHBIX CITPABOYHBIX IEHTPOB IT0
peakum 00JIe3HSIM BOUAYT BCEMHPHO
MMpU3HAHHbIE MEJTUITMHCKHE YHUBEP-
CUTETHI. DTU MEAUIIUHCKUE IIEHTPHI
U BKCIIEPTHI OY/IYT CrPYIIITUPOBAHBI
10 TEPATIEBTUIECKUM O0JIACTAM I10
perunonam BO3: cTaHyT /1eHiCTBOBATh
Ha MECTHOM yPOBHE, HO IIPH 3TOM
OYZyT XOPOIIIO CKOOPAUHUPOBAHBI.
ABTOPBI TPOEKTHOH HIEH M0JIaTaroT,
YTO TAKUM 00pPa30M YJIyUIITUTCS
JIOCTYT K BBICOKOKQUeCTBEHHOH JTHa-
THOCTHKE, JIEUEHUIO U yXOony, Oyzer
TIO/JTEPKUBATHCSA PA3BUTHE BOZMOK-
HOCTEH M KOMIIETEHTHOCTH MECTHBIX
CHCTEM 3IpaBOOXpaHEHUs B 001aCTH
penkux 3ab0JeBaHUH.

IMoaroToBKa MpoeKkTa paccyruTaHa

He Ha OAUH roj. B 2020—2021 rogax
0JKHUJIAeTCs UCCIIEI0BAHUE OIBITA
paboThI r7106aIbHBIX CeTeH U 0C000
OCTPBIX HY/] TAI[EHTOB, B TOM YHC-
Jie ¥ ¢ yYeTOM PErMOHAIBHOMU CIIell-
nduku. ITocse mosABATCS MepBUYHAS
KOHIIENITyaJIbHasl MOZIEJIb CETH U 3a-
IIYCK MEePBHIX TUJIOTHBIX TPOEKTOB.

HamomuauMm, 4To B 2019 roay Bee-
MUPHas OpTaHU3aIUA 3/[PABOOX-
paHeHus coOOIINIIA O TPUHATHA

B OOH BaxxHOro foKyMeHTa — [e-
KJIapaIluu O BceoObIeM oOXBaTe yc-
JIyTraMH4 3IpaBOOXpPaHEHUs U IPUH-
IUIIAa «3/I0POBbE JJIsA BCeX». ATO,

B YACTHOCTH, 03HAYAET, YTO HaI[H-
€HTHI, HECMOTPS Ha BCIO CJIOXKHOCTH,
UMEIOT IPaBO HA BHUMAaHUeE U KaJe-
CTBEHHYIO IIOMOIIIb. !

Om 300 MAH 00 350 MAH
Yenoeek Hcusym ¢ op-
darHbIMUu 3a001e8aHUA-
mu. Iayuenmnuwt 2eozpa-
duuecku pazopocamwl,
MHO2UM HENPOCIMO NOAY-
yums ouazHo3 u cneyu-
AAU3UPOBAHHYIO NOMOWDb

B cocras I'7106a1bHBIX CIIPABOYHBIX
LIEHTPOB II0 Pe/IKUM 0O0JIE3HAM BOUIYT
BCEMUPHO NIPU3HAHHbIE MeJIUIIUHCKUE
YHUBEPCUTETHI

RDI o0beguHseT HAIHO-
HaJIbHbIE U PETUOHAJIbHBIE
aJIbSHCHI MMAIUEHTOB C PEIKH-
MU 3a00JI€BAHUSAMH CO BCETO
MMpa, a TAKXKe MeK/IyHaAPO/I-
Hble (eZiepaIuy M0 PEAKUM
3a00JIeBAHUAM /I CO3aHU
100abHOro anbsaaca. B RDI
BXOZHUT OoJiee 60 opraHu3a-
nuii 60Jiee 4eM U3 40 CTPaH,
KOTOPBIE MTPE/ICTABIIAIOT
TPYIIIBI AIMEHTOB 60Jiee Yem
B 100 CTpaHax Mupa

WWW.RARE-DISEASES.RU
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IarasHas MexHOA02UA —
3HAU, Tbl HEe OAUNHOK

«HHeecmuyuu 3a coyuanbHyo
cnpasedausocms!» — 3a maxoil cueHapuil
passumusa npoekma RARE-2030
np020.10c08aNl NAUUEeHMCKUe aKMueUCbl

U 3KCnepmbl, YUacmHUKU KOH@depeHUUU pedKuX
3aboaesarull (Esponeiickas koHgpepeHuus

no pedxum 3a60.1e8aHUAM U OPPHAHHBIM
npenapamam (ECRD) 14—15 mas. Akmusucmol
u axcnepmut BOO3 makoce cmaau
YyuacmHuxkamu 3mozo coowbimus

Paoboma

C nauueHmceKu-
MU pezucmpa-
MU — 3adaua
OMHOCUMEAbHO
HOB8AA, MHO2UE
80NPoOCHI
mpeoyrom pe-
2YAauposaHua:
KOH@PudeHuu-
ANTbHOCMb
oomeHa
JaHHbIMU,
UCNO0AbL308Aa-
HUe MexXHOoAN0-
2uu 010KUeUH

EURORDIS (EBporietickast
OpraHU3AIKA 10 PEAKHM
3a00JIeBaHUAM) — 9TO HEIpa-
BHUTEJIbCTBEHHAS aCCOIUAIIHS,
00BEAUHSIONIAS 929 OPTaHU-
321U TaIIUEHTOB C PEAKUMUI
3a00JIeBAHUAMH U3 72 CTPaH,
KOTOpAasi OCYIIECTBJISIET CBOIO
JIEATETLHOCTD [TPH AaKTUBHOM
YYaCTHH MAIEHTOB U UX
IIpeZicTaBUTEEH
https://www.eurordis.org/
ru/o-eurordis

0 MA3AX, PETUCTPAX
N ANATHOCTHKE

ITpoduIbHOM TEMOH OJTHOH U3
ceknui KoH(pepeHn MY ObLIIN 3a-
6oJIeBaHUSA CETUYATKH I71a3a, TAKHE
Kak amaBpo3 Jlebepa, TUTMEHTHBIH
PETHHHUT, CHHAPOM YIIlepa, axpoMa-
TOIICHS ¥ PETHUHOIIU3HUC. B yacTHOCTH,
pasroBop IIEJT Ha CECCUU, KOTOPYIO
MozepupoBasia Aspui ey, re-
HepaJIbHBIN IUPEKTOP CO00IIecTBa
CIIEI[MAJIMCTOB 10 U3yYEeHHIO CeTuar-
ku (Retina International), Burie-ipe-
sugenT EURORDIS (Avril Daly, CEO,
Retina International; Vice-President,
EURORDIS). Tpu mocTepHbIX J0-
KJ1a/1a OBLJIM [TOCBSAIIEHBI CO3IAHMIO,
TIOAIEPKKE U BasKHOCTH OOHOBJIEHHH
PErucTpOB MaIeHTOB U paboTe ¢
KJIMHAYECKUMU JTUAarHOCTHYECKUMU
WX TAHHBIMU, B TOM YHCJIE TIPH 3a-
GosieBaHnAX ceTyarku. OTMETHM, YTO
TeMa PETUCTPOB U IUATHOCTUYECKUX
JaHHBIX IAI[IEHTOB ceiuac sBJIsSeTCs
LIEHTPAJIbHOH JIJIST BCEX PEKUX 3a00-
JIEeBaHWH, BeJlb UMEHHO TaAKHE JaHHbIE
MTO3BOJISIOT TOCY/IapCTBAM U KOM-
MaHUAM PacCYUTATh MOTPEOHOCTH
MaIUeHTOB, B TOM YHUCJIe U OyAyIIHe.
Ha ceccun 06¢cysx1a11Ch IOC/IETHIE
HCC/Ie0OBAHMS U METOIOJIOTHH, CBS-
3aHHBIE C 3TUMH BOIIPOCAMHU.

Eiie omHO#M TeMol cTaio 06y K-
JlIeHVIEe HOBBIX IPOPBIBHBIX TEXHO-
JIOTHH — KaK K HUM IIO/[TOTOBUTH
TpaJUIIIOHHBIE CUCTEMBI 37IPABO-
oxpaHeHus. Ceccuio MoJiepupoBasia
Mapustt Ipuccenc (Dr. Mariette
Driessens), COTpyAHUK II0 BOIIPOCAM
nmotuTUKY [0JIJIaHCKOro TeHETHYe-
ckoro anbsaca (VSOP). B yacTHoCTH,
obcy:k1amach HeOOXOAUMOCTH CO-
CTHIKOBKHY HAYKHU U IUaTHOCTUKU. 10
CJIOBaM YYaCTHHUKOB, YTOOBI OIIEHUTD
3G GEKTUBHOCTD JIeYEHU ST HOBBIMU
MEeTO/IaMH, CIIeIIaJINCTaM He0o0-
XOJMMBbI ¥l HOBBIE TIOZXO/IbI K JTHA-
THOCTUKE JI0 HaJyaJia JIeUeHu s, TaKk
KaK HEKOTOPBIE U3MEHEHU S y IeH-
CTBUTEJIbHBIX U MOTEHI[MAJIBHBIX
MAIUEHTOB MOTYT OBITh MaJI03aMeT-
HBIMH U CTaHJIAPTHO JOCTYTHBIMHU
METO/IaMHU JUaTHOCTUKU HE OTCJIe-
’KuBaTCA. 10 MHEHUIO CTUKEDOB,
5TO KacaeTcs He TOTbKO TJIa3HbIX,

HO U IPYTUX PeJIKUX 3a00IeBaHNH,
HaAIpUMep TeMO(pUINH, CITUHATbHOU
MBIIIIeUHOH aTpod UM, TaIacCeMUH.

MOPA CTPOMTb 3ABTPALLHUIA MUP

KoHbepeHITHs BBIIIIA 32 pAMKHU
0b6CcykIeHUs y3KONPO(]eCcCHoHaTb-
HBIX BOIIPOCOB I'PYIIITBI HO30JIOTUH.
OnHOM U3 KJIIOUEBBIX TEM CTAJIa TEMA
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COIlMaJIBHOIO B3auMogencTeus. ['o-
BOPHUJIOCH, UTO HY?KHO OObeTUHATHCS
B paboTe HaJl CO3aHUEeM 3aBTpAlll-
HEro MUPA, HAYYUTHCSI IPUHUMATh
PelIeHus 0 CJI0KHBIM BOIIPOCcaM
37IpaBOOXPaHEHU KOJUIEKTUBHO. [1o
CyTH, 3TO O TOM, UTO B MUPE M€JIH-
IIMHCKHUX TEXHOJIOTUH Ha OAUH U3
TEPBBIX IJIAHOB CET'O/TH S BHIXOIAT
coIMaJIbHbIE TEXHOJIOTHUH: BasKHBI
OTBETHI HE TOJIBKO Ha BOIIPOCHI «KaK
JIMaTHOCTUPOBATH? », «KAK JIEUUTH? »,
HO U Ha BOIIPOC, KaKWe COIaIbHbIE
JIeHCTBUS MOXKHO IPEAIIPUHATH, YTO-
OBI peliaTh «HepelaeMble BOIIPOCHI».
Kaxk ¢ moMoI1bIo COIMAILHBIX TEX-
HOJIOTH TOOUBaThCsI, YTOOBI BOIIPOC
JKU3HHU U CMEPTH BCETO JIUIIH OJTHOTO
YesI0BEKa BXOIUJI B IIOBECTKY HAYU-
HBIX KOMIIAHUH ¥ TOCYZIApPCTBEHHBIX
peutenuii. UYToObI AUarHOCTHYECKAA
ofuccest yXoauja B UCTOPUIO, & IPO-
bJieMa «Heus3BecTHas 00JIe3Hb»
OBICTpee HaxoAuIa penerue. TouHo
cdopMysiupoBasia 3Ty TeMy IIOYeT-
HasA rocThs KOHQEPEHIINH ee KOPO-
JIEBCKOE BBICOUECTBO KPOHITPHUHIIECCA
IIIBentnu BukTopus: «/laxe korza
MUP JIa€T MHOXKECTBO IIPUYUH CO-
MHEBaThCs, 3HAH, ThI HE OJUHOK».

YTO0 BXOAWUT B MOAY B MEAWLVHE

[TyHKTHUPHO IEPEUYHCTUM TPEH/IBI,
KOTOpPBIE YYACTHUKH KOH(PEPEHI[UMN
0003HAYUIIN KaK MTEPCIEKTHBHbBIE
I1s1 chephl peiKKX 3a00/IeBaHU I

¥ OJIHsKaHIIero Oy IyIero 34paBooXx-
paHeHHus.

BospacraeT posib ”HHOBaIIMOHHBIX I'T-
TEXHOJIOTUM, B TOM YHUCJI€ UCKYCCTBEH-
HOro uHTesIeKkTa, Microsoft health,
JULsI paHHEH JJUarHOCTUKY, pa3paboT-
KU JIEKAPCTB, OPraHU3aIMH HOBBIX
coIMaIbHBIX cBsi3el. HaaBuraercs
Digital health revolution — mudposas
PEBOJTIOIUS B 3/{[paBOOXPAHEHUH.

BupTyasibHble OHJIAHH-TIJIaTGOPMBI
JUJ1s PellleHus 33714 3APaBO0X-
paHeHus U 3710poBbs (phenotype
diagnostic platform for physicians,
pediatric whole genome sequencing

u apyrue). TeXHOIOTuH JOMOTHEHHON
BUPTYaJIbHOM PeabHOCTU OYyT HC-
I0JIb30BAThCA 715 TIOBBIIIEHNU S Kaue-
cTBa )ku3Hu. Cpeqiu HUX, HAIIPHUMED,
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BHUPTYaJIbHBIE Ty TELIECTBUS, BCTPE-
4y, paboTa, KyIIHPOBaHUE CTpecca.

Bosbmive nannsie (Big Data). B uuc-
JIO TAaKHUX 33Ja4 BXOJIUT, HAIIPUMED,
paboTa ¢ manueHTCKUMHU PErucTpa-
Mu. 3a/1aua akTyasIbHas, HO OKa OT-
HOCHUTEJIBHO HOBasl, 1 MHOTHE BOIIPO-
ChI B HeHl TpeOyIOT peryJInupoBaHus:
KOHMUAEHIIHATHFHOCTD B OTHOIIIEHU U
oOMeHa JaHHBIMHU, UCIIOJIb30BaHIe
TEXHOJIOTUH OJIOKYEHH. DTO MOXKHO
OIpE/IeTUTh KaK MIOCTOSTHHO PacTy-
MU CIINCOK 3aIKCEN, CBA3aHHBIX

C MCIOJIb30BAHHUEM KPHUIITOrpapuu

U cojiepKamiux nHQopMaIuio,
KOTOpasi MOKET ObITh OTHOBPEMEHHO
¥ COBMECTHO MCITOJIb30BaHA B paM-
KaX OJHOH CHUCTEMBI.

IIporpeccuBHBIE [TOAXOIBI B IHa-
THOCTHKE U JIeUEeHUH. 3eJieHas
YJIUIA — XOJIUCTUYECKOMY TIOIXOY,
nesjocTHOMY. VI kpaliHe BasKHO pas-
BUBATh PAHHIOIO INaTHOCTUKY Ha-
cJIe/ICTBEHHBIX 3a00seBanmil. Hyx-
HBI pellleHus1, 00Ieryaime CBsa3b
JUATHOCTUKHU U COOTBETCTBYIOIIUX
IIeJIEBBIX METOJIOB JIEYEH U .

VHTepecHBI aJITOPUTMBI H3BECTHOTO
SKCIIEPTHOTO 06 BeJUHEHHOTO PECYP-
ca 1o pegkuM 3aboseBanuam «EBpo-
meiickuie cetu». Tam pelieHus: B TPY/-
HBIX CJIy4asix MHOT/IA IPUHUMAIOTCS
C UCIIOIb30BaHueM MeToza Jlesbdu
(mpuHATHE pellleHus Ha OCHOBE
9KCIEPTHHIX OIIEHOK). B oTcyTCTBHE
HAayYHBIX HCCJIeJIOBAHNH 110 TOMY UJIH
HOMY peIKOMY 3a00JIeBAHUIO HYKHO
Pa3BUBATH AJIsI MAIUEHTOB TOCTYII-
HbIe BU/IBI 1 METO/IBI TEPATIUH.

E1re pa3 HAaIOMHUM Ba)KHEHIITYIO TIO-
sunuio, npuHATyo OOH B 2019 roxy, —
0 BceoOIIIeM 0XBaTe yCIyraMu 3/1pa-
BOOXpaHeHUs, IPUHITUIIE «37]J0POBbE
JIJISI BceX»'. DTO 3HAUUT, YTO HU OTUH
opdaHHBIHI NaIUEeHT /1ake IPH OTCYT-
CTBUU MOATBEPKJEHHOTO INarH03a,
IIpY HEU3BECTHOM 3a00JIEBAHUY WJIH
TIpU OTCYTCTBUY TEPANIUU He JI0JIKeH
ocraThcs 6e3 OMOIIH, He JIOJIKEH
9yBCTBOBATH ce0s1 otuHOKMM. [

Hngopmayuro cobuparu: Hpuna Macnuxkosa,
Anna Beasesa, Bapeapa IIIu6anosa

Texcm: Eaena 3aébaaosa

Ee xopo.aeackoe 8vico-
yecmeo KpoHnpuHuec-

ca Illseyuu Buxmopus:
«/[adice ko20a mup daem
MHOHCECM B0 NPUUUH CO-
MHesamwvCa, 3HAIl, Mbl He
00UHOK»

KondepeH1usa npoxonua B pe-
JKMMe OHJIAWH, U BIIEPBbIE yJIacT-
HUKH CMOIJIY [TOJIyIUTh JOCTYII

KO BCEM €€ 29 CECCUsAM, BKII0Uast
BBICTYIIJIEHUSI TPEX €BPOIEHCKUX
KOMICCAPOB, IBYX MUHUCTPOB
37paBoOXpaHeHus U 6osiee 100 10-
KJIa[YUKOB-IKCIIEPTOB, IPUYEM
JIOCTYI K BBICTYILJIEHUSIM Opra-
HU3ATOPbI COXPAHUIIA ZI0 Mast

2021 rozia, TO eCTh B TEUEHHE IOz
3aperuCcTPUPOBAHHBIE YIACTHUKY
KOH(epEeHIINH MOTYT IOJKII0YaTh-
¢l K MaTepHajaM 3TOTO COOBITUS
4yepes oHyalH-11aTdopmy https://
www.rare-diseases.eu/platform.
Bosiee Toro, mpomycTuBuIne coobI-
THS UMEIOT BO3MOXKHOCTb 3apeTru-
CTPHPOBAThCA Ha HETO MoCTdhaK-
TYM, YTOOBI UMETb IIOJHBIH JOCTY I
K 3amucsaM. Perucrpanus nocie
KoHbepeHIU OTKphITaA: https://
www.rare-diseases.eu/register/

! TlonuTHyeckas AeKkaapalus o Beceobuem oxpa-
Te ycayramu 3apaBooxpanenusi. URL: https://
undocs.org/pdf?symbol=ru/A/RES/74/2
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AcbbepH PennmHr
NPEeoOoEN CBOKO
6one3Hb 1 coenas
Hay4YHOE OTKPbITUE,
KOTOPOE MO CeN
[EeHb cnacaet
ThICAYW OETEN
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B amom Homepe xcypHaaa mvl pacckasanau npo 601e3Hb
deHurkemonypuro (PKY) — kosapHoe 3abo1esaHue,
KOmopoe HauuHaemcs He3amemHo, Ho pa3susaemcs
cmpemumenvHo. Ecau He npuHsamb mepbl, OHO 3a HECKOIbKO
Mecsues 3anycKkaem mMexaHu3M nopaxceHUs UeHmpaabHoll
Hep8HOU cucmemvl pebeHKa, MeHMAaAbHble HapyuleHu s,
xoms noHauany pebeHox Kaxcemcs pooumenam
abco0mHo 300p08bIM.

Ce200HA heHUNKeMOHYPUS — IMO YHce He NPU2080P.
/Jluaesnos 6vicmpo ycmanasausaemes, cywecmasyem
mepanus, komopas He donyckaem nospeicoeHus
UEeHMPAaabHOU Hepe8HOll cucmembl. Ho mak 6bL10 He 8cez0a.
Hauaaom npomusocmosHus uenosexa mstcenoil 60.1e3Hu
CMa.o omxpblimue Hopseexccko2o spaua Msapa AcobbepHa

Deanunza

TP METKW CYAbbbl

6 nexabps 1962 rojia Tpe3uIeHT
CIITA [T>xoH KenHeu Bpy4ua
JIOKTOpPY PesIIMHTY CIIerUaIbHYy 0
Harpaay. ATo ObLIA CTEKISTHHASA
CTaTys aHTeJIa HayKH, UCIeJIEH U

1 JII06BY — KpBLIaTOro cepaduma
Padasnsa. Haanuce Ha Hel r1acuia:
«JlokTopy UBapy Acobepry PesinH-
'y, PyKOBOJIUTEJIO KJIMHUUECKOH
J1a60paTOPUH YHUBEPCUTETCKOMH
6ospHUIE (Ocio, HopBerus), 3a ot-
KPBITHE HOBOH 3PHI B UCCJIEA0BAHUU
YMCTBEHHOU OTCTAJIOCTH U OTKPBITHE
6oJie3HU (PEHUITKETOHY PHH».

... Korma 3HakKOMUIIbCA € CyAbOOH
BEJIMKOTO YeJIOBEKa U BEeJIUKO-

T'0 OTKPBITH S, TO MBITAEIIHCSA IO
KaKMM-TO KOCBEHHBIM IPU3HAKaAM
MMOHSATh, [IOYEMY TaK IIPOU3OIILIO,
[MoYeMy UMEHHO 3TOT YeJIOBEK ITPH-
111 K BepiinHe? Bbliu Takue 3HaKH,

COITYTCTBYIOIIIVE COOBITHS U B XKU3HU
MaJICHBKOT'0 MaJIbuMKa U3 CeMbU
IIOTOMCTBEHHBIX pepmepoB u3 Hop-
BETHUU.

ITapanoxc! MoJsioko, cbIp, Macjo —
00bIuHAA pepMepcKasi TPOAYKIIHA.
ATO TO, YeM JIOJIZKEH ObLI OBI BCIO
JKU3Hb, KaK 1 €ro OpaThs, 3aHUMAaThb-
¢s1 MaJIBUMK C ceMelHou ¢pepmbl. Ho
5TH BKYCHBIE U I10JIe3HbIE IPOAYKTHI
¢ BBICOKUM COJIEpIKaHUEM Oeska
0Ka3aJIuCh CBA3aHBI COBCEM C IPY-
TUM — C UCCJIEIOBAHUSIMU YUEHOTO.
HMenHO ux yrnoTpebJieHre TPUBOU-
JIO ¥l IPUBOJUT JieTel ¢ HacJIe/ICTBEH-
HBIM TeHETUYECKUM 3200JIeBaHIEM
G eHnIKeTOHYPHUA K CTOJIb TAXKEIBIM
TIOCJIE/ICTBUSM.

VBap Ac6pepH PesTuHT ObLI CAMBIM
MJIAIIIUM pe6GEeHKOM B CEMbE, U 3TO
IIOBJIMSJIO Ha TO, YTO €ro cy/ibba
CJIOJKMJIACh He KaK y CTapIINX 6pa-

UBap AcbbepH ®estunr (23.08.1888—
24.01.1973) — HOPBEXKCKUH MeZIUK U OHO0-
XHMHUK, OTKPBLI GEHUIIKETOHYPUIO

Jetu ¢ OKY — 06bIYHbIE DU POK/IEHUH.
3azieprkKa pa3BUTHSA MOXKET CTaTh Oue-
BU/IHOH Yepes3 yeThIpe-IIecTb MeCALEeB.

K nByM-Tpem rozam GOJIBIIMHCTBO TAKUX
JleTell UMEIOT CPEJIHIO0 UJIH JIaKe TsKe-
JIYIO YMCTBEHHYIO OTCTAJIOCTh
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Denaunz 6vin
Ccambim
maaouwum
pedeHKoOM

6 cembe, U Imo
nosAuUa10 HaA
mo, 4mo e20
cyovoa
CA0IHCUNACH HE
maxk, Kax

Yy cmapwiux
opamwves

YeeueHue
xumueil
onpedeauno
68C10 CyovOoy

OKY Ha3bIBaIOT ONINOKOH MeTabou3Ma.
TeHeTnueckas aHOMaJINsA BEJIET K TOMY,
YTO IETH HE MOTYT PACHIEIJISITh AMUHO-

KUCJIOTY peHmnmanmanut. Mexay TeM aTa

aMHUHOKHCJIOTA COCTABJIAET IPUMEPHO 5%
6eJIKOBOM IMUIIU

Bricokuil ypoBeHb heHUIaTaHUHA

B KDOBU IIPUBOJUT K AUCHYHKIIUHI
MO3Ta — YMCTBEHHOH OTCTaJIOCTH, pas3-
JIpakKUTeJIbHOCTH, 6eCIIOKOIHOMY IOBe-
JIeHUIO, CyZloporaM

Meunsercs IIUTMEHTaluA — KOXKa, BOJIOCHI
U Ij1a3a CTAHOBATCA CBETJIBIMU

TheB. XOTA KOTZa IIOPOC, OH TOXKeE
IIOMOTraJl pOIUTENAM: paboTaJ na-
ctyxoM. CaMoOMy MJIaJIIlIEMy, OTHAKO,
Jenanauch mocsabseHusa. Majibuuk
YUMJICA B IIKOJIE, YTO €MY OU€Hb
HPaBUJIOCh. 3a0eras BIIEpe/T, CKaJKeM,
YTO JIOSJIBHOE OTHOIIIEHUE POAUTEIEH
K yuebe ChIHA U TI037Ke MTO/[BUTAJIO

ero Brepez. Byiyun y»ke 10HOIIEH,
AcObepH IOIIPOCHJI OTIIA CCYAUTH EMY
HEeOOJIBIITYI0 CyMMY JJ1s1 0OOpa3oBa-
HuA B Oco. OTIja BOCXUIIIAH yCIIEXU
ChIHA B yuebe, 1 3TO YKPEMUJIo MOJIO-
JIOTO YeJIOBEKa Ha CTe3€e YUEHOTO.

BTOpBIM COGBITHEM, IOBIUSIBIIUM

Ha BBIOOD, CTaJIO UcbITaHue. [locste
OKOHYAHWA CpeAHeN MIKoJIbl y Dest-
JIMHTa 0OHAPY KU TyOepKyJies.
JleyeHus ot 370l 60JIE3HU B TE Bpe-
MeHa He CyIecTBoBaso. FOHoIe mpo-
MUCAJIH JIUIIH TO/T OTABIXA. ACOBEPH
BBIXKHJI ¥ PELINJI IOCBATHTH CBOIO
JKU3Hb HAyKe.

U TpeThe 3HAKOBOE 0OCTOSITETIHCTRO.
IepBrIM 0O6pa3oBaHuEM OYAYIIETO
OTKPBIBATEJIS CTAJIO XUMHUYECKOE.
AcbbepH y3HaJI, 4TO B TpoHX€ElME,

No 17

Ob1BIIEl cTotuie HopBeruy, nokeH
OTKDBIThCS HOBBIN TEXHUYECKUH
Kosnensk. TaMm OH ¥ Hayas u3yd4arb
XUMHUIO 110 HAalIPaBJIEHHUIO «XUMHYe-
CKOe MaIlIMHOCTPOeHHe». Briocyesn-
CTBUY UMEHHO ITyOOKME MO3HAHUSA

B 3TOH Hayke nmpuBesn PesytnHra

K OTKPBITHIO HOBOH 060JIE3HIL.

MEXAY AMEPVKOW W EBPONOM

Hepe/:[ TJIaBHBIM J1€JIOM €r'0 *KU3HU
OBLIIO ellle HECKOJIBKO Pa3BOPOTOB.
ITosyunB MeUITMHCKYIO CTEIIEHb

B OcJ10, AcObepH IpernogaBal

¥ IIPOBOZUJI HCCJIEIOBAHMUS B CTOMA-
TOJIOTHYECKOM KOJIJIEKE. YoKe Torza
VCIIEXOB B UCCJIEJIOBAHUSX MY y/1a-
JIOoCh I0GUBATHCS UMEHHO 6J1aro/iaps
Ipy»k0e c xuMuel. B e roger aTa
HayKa HayaJia OIpeAe/ATh yCIeXH
MEIUIAHBL.

B 1928 ropy, 3a 11ecTsb JIET JI0 CBOETO
OTKPBITHU S, OH MOJIy4YaeT CTUIIEH U0
®onza Poxdennepa u ezer B CIITA.
Tam yuuTes y ucciezoBareseii B I'ap-
Bap/le, YHuBepcurere [[:xoHa XoI1I-
KHHCca ¥ B KJuHuKe Martio. ITo3gHee
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HayuHaeT paboTaTh ¢ JOKTOpOoM Jloy-
peHcoM XeH/IepCOHOM, GHOXUMUKOM
u pusuosorom us 'apsapaa. Umsa
3TOT0 YYEHOT'0 OCTAJIOCh B HAYKE 0CO-
6eHHO OJ1arozapsi ypaBHEHUIO XeH-
JlepcoHa — Xaccespbasipxa: yuyeHble
HCCIIEIOBAITH (PUBUOJIOTHIO OOJTBIIIX
BoIcoT B Kostopazo. ¥ nokropa XeH-
JiepceHa Oply1a TOPHO-KaTHAA 1abo-
paropus B Kosiopazo, B iepeBeHCKOH
MecTHOCTH. Tam 1 paboTtas OesyTuHT.

Haxkonen, oH Bo3BpamaeTtcsa B Hop-
Beruto. TaM IPOUCXOTUT €ellle OJUH
TIOBOPOT: OH >KEHUTCS HA MeIUI[1H-
ckoii cectpe I'ypu Omncasib. ATomy
Opaky Ccy:kJeH0 OBLIO CTaTh IJIUH-
HBIM — 30 JIET CYIIPYTH IPOKUIIHN

B kBapTtupe B OCJ10, KOTOPYIO KYIIHIN
B 1934 rOZly, B TOM CaMOM T'OZY, KOT-
J1a e IJTMHT OTKPBIBAET HEM3BECTHOE
3aboJieBaHue.

TPY/HbIi AHANN3

B Tor rog k ®estnHry o6paruiach
Bopruu JrejtalH, y KOTOPO ObLIO
JIBOE JIETEH C OTCTAaBAHUEM B YM-
CTBEHHOM pa3BuTHH. KpoMme He-

BPOJIOTUYECKHUX HApPYIIEHUH y fieTer
OBbLJI OYEHb CUJIBHBIM U HEOOBIYHBIHN
3amax — «MbBIIIHHBIHE». CeMbst 060-
IIIJIa MPAaKTUYECKH BCEX BpadeH,

HO HUKTO HE MOT IMOHATH IPUYUHBI
60s1e3HU. OTIY AeTel TOPEKOMEH-
noBasiv PesyinHra, K KOTOPOMY OHU
0o0paTuIuCh yepes 3HaKOMbIX. 13-
HauyaabHO DeJIJIMHT TOXKE He 3HaJ,
YTO MOKET ObITh IPUYHHOMN O60JIE3HU
y IIByX JIeTel B ceMbe, U HadyaJl Ipo-
BOAUTDH OMOXUMHYECKHE UCCIIEN0Ba-
HUsI — BCE, KOTOPBHIE OBLIU IOCTYITHBI
eMy B J1ab0paTOpUH.

AHam3 MOYU cTapiiero pebeHka

U 3aIlyCTHUJI 3HAMEHUTOE UCCIIE0BA-
HHe. Pe3yspTaTh aHaIM3a HA aJIb-
OyMUH, KPOBB, THOH, KUCJIOTHOCTD

U caxap OKa3aJINCh HOPMaJJIbHBIMU.
Ho, xorma @eyuHr cTa NpoBepATh
obOpaselr Ha KETOHBI, J0OABUB I
3TOT0 HECKOJIBKO KalleJIb PACTBOpA
XJIOpHW/IA JKeJle3a, COCTaB CTa TEM-
HO-3eJieHbIM. TOT ke pe3yspTat GbLI
MOJIyY€eH U 110 BTOPOMY peOeHKY.

®esITUHT 3HAJI, YTO TaKOH I[BET
MOXKET IaBaTb aIp€HaJINnH. Ho tect

3HAHVE - 9TO CMUPEHVE» | 83

Cemb He-
deav pado-
mul U npo-
eepka
2unome3s’
npueseau
K uodee,
umo mem-
nepamypa
naasaeHus
Heu3eecn-
HO20 8e-
ecmea
udeHmuu-
Ha dheHuq-
NUPOBUHO-
2padHoil
Kuc.aome

boae3Hb
HauuHaem
pa3susamuvcA,
ecau pedeHka
KOopMumu

He MOAbKO
2PYOHBIM
MOAOKOM,

HO U A00bIM
opya2um
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OO6pasupl MoYu
1—2% o06cieno-
BaHHBIX JleTel

C YMCTBEHHOM
OTCTaJIOCTHIO II0-
KazaJiu «3eJie-
HBIU» Pe3yJIbTaT
C XJIOPUZIOM
JKesesa

denaume
uHmepe-
co8a.ncs
cambimMu
pasHbimu
ooaacmas-
MU 3Ha-
Huit, MHO-
20 yumaan

Ha aJIpeHaJINH TOKe 0Ka3aJics HOP-
MasbHBIM. ITocsie 3Toro y4yeHsli u
ToCTaBUJI cebe BOIIPOC: UTO 32 Belle-
CTBO JIa€T TAKOH pe3yJIbTaT?

Cemb Hejies1b pabOTHI 110 IPOBEPKE
TUIIOTE3 IIPUBEJIN €TI0 K uaee, 4To
TeMIlepaTypa IJIaBJIeHU Hen3-
BECTHOT'O BEIIECTBA UIEHTUYHA
(peHNITMPOBUHOTPATHON KHUCJIOTE.
[Tocsie 3TOTO MCCIIEIOBATEIH PEIIILIT
BBISAICHUTD, CBA3AaHO JIK 3TO BEIIECTBO
C YMCTBEHHOU OTCTAJIOCTHIO JIETEH,
BeJlb 3TUM CTpajiaau ob6a pebeHka
boprau SresaHH.

Hauasioch TeCTHpPOBaHUE JIPYTHX
JIIOZIEN C YMCTBEHHOU OTCTAJIOCTHIO
B yUpexxJieHUAX. Tak yueHbIN BbIf-
BHUJI €I1I€ BOCBMEPBIX C TAKUM Ke Pe-
3yJIbTaTOM TecCTa. W3 uux II0JIOBHHA,
JIBE Iaphl JIeTel, OKa3aauch 6paThsi-
MM U CECTPAMHU. ITO MOATBEPIHIIO
BEPCHIO O HACJIE/ICTBEHHOM r'eHe-
THYEeCKOM XapakTepe 3a60yieBaHus.
C moMoIbI0 aHAJIN3a HECKOJIBKUX
PO/TOCJIOBHBIX HCCIIEOBATEND JI0-
KasaJ, 4To 3ab0JIeBaHHe ITepejaeTcs
IIyTEM ayTOCOMHO-PEIECCUBHOTO Ha-
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CJIe[JOBAHMUS T€HOB, TAK YTO €r0 HOCUTEJIEM MOXKET CTaTh
He OlNH peOEeHOK B CEMBE.

NPUKJIIOYEHNS NOATY3HUKOB

IlepBbie CTaTHU O CBOEM OTKPHITHU PesIHHT Oy 0IUKOBA
B 1934 TO/1y, HA3BaB COCTOSIHNE «(DEeHUIITUPOBIHOIDATHON
onurodpenueii» (imbecillitas phenylpyruvica). Yaensrii no-
SICHHJL, YTO BBIABJIEHHOE BEILECTBO IIPUBOJUT K TAKETIOMY
[IOPa’KeHUIO [IEHTPAIbHON HEPBHOH CUCTEMBI.

ITocse oTkpbiTHsA PerTUHTA B yUPEKAEHUIX 110 BCEMY
MUPY C ITOMOIIIBIO aHATN3a MOYH HAYAIH IPOBEPATH
JleTeli ¢ HapyIIeHUAMHU YMCTBEHHOT0 pa3BuTusi. O6pasiis
Mouu 1-2% 006cae0BaHHBIX AeTel C YMCTBEHHOH OT-
CTaJIOCTHIO MOKA3AJIU «3€JIEHBIH» PE3YJIbTAT C XJIOPUIAOM
skeses3a. OKa3aioch, YTO UX YMCTBEHHOE PACCTPOHCTBO
BBI3BaHO HapyllleHneM 0OMeHa BEIECTB — HAKOIIEHUEM
(eHMIaTaHNHA, aTAKOBABIIIETO I[EHTPAJIHHYIO0 HEPBHYIO
CUCTEMY.

Tak kak 60Jie3Hb Pa3BUBAETCs B pAHHEM BO3pacTe, BO3-
HHUKJIa HEOOXOTUMOCTh CKPHUHHUHTA HOBOPOKJ€HHBIX.
OH TOKe TPOIIEeJ CBOU IIYTh IBOJIIOIUH. B KOHIE 1950-X
B KanmdopHUM HOBOPOK/IEHHBIX TECTUPOBAJIH C I10-
MOIIBIO TECTA HA MOATY3HUKaX. Ecu OT Kamiu XJopuza
’KeJie3a MOJTY3HUK 3eJIeHeJ, 3TO ObLJIO CUTHAJIOM O (de-
HUJIKETOHYPUH. BhIsiBJIeHHE 3a00I€BAaHU C TSKeIeH-
UMM TOCJEACTBUSIMY 3aHUMAJIO MEHBIIIE MUHY ThI!
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Ho MuHyc 6bL7 B TOM, YTO IPUXOAUIIOCH K/IATh HECKOJIBKO
HeJZIesIb IOCJIE POXK/eHUA peOeHKa, IIpexK e YeM IIPOBECTU
HccIIeIoBaHUA, IOTOMY UTO B MO4Ye (heHUIITUPOBUHO-
rpagHas KHucjaoTa OObIYHO He MOABJIAIACH PAHEe ABYX
HeJleJIb )KU3HU.

B 1960-€ rozpl pazpaboTasiy HOBBIA METOM — TECT Yepes
aHaJIu3 KPOBU. DTOT TeCT ['aTpy MO3BOJIA IPOBOAUTH
MacCCOBBIN CKPHHUHT HOBOPOXK/AEHHBIX /10 BBIMMUCKH 13
pozazmoma.

TAHHA TPYJJHOTO OTBETA

OtkpeiTHe PeslrHra Ha4aJI0Ch C ICTOPUU BCErO JIUIIb
oJlHOro peGeHKa, 32 aHAJIN30M JJIs KOTOPOTro 00paTuiach
caMas oObIyHasA XKeHIuHA. VceieoBareib, Oy YUBITHN
OTrPOMHOE aKajieMuyeckoe o6pa3oBaHue, MOT Obl, BO3-
MO>XXHO, TPOUTH MUMO CyZb0BI OOBIYHOTO pebeHKa — MaJIo
s pa36pocaHo Mo IJIAHeTe UCTOPUH, KOT/Ia BO3HUKAIOT
po6sieMsl ¢ fuarHocTukoi? Tak u camomy AcObepHY
OJTHAK/IBI COOOIIMIIN, UTO JIEUEHU OT €r0 O0JIE3HH HET...
®ennuHr 6611 yriopeH. OH IPOBOAUII OAHY PEAKIHIO 32
JIpyroH, ombIT 32 onbITOM. Tak BeIcouaiinee o6pa3oBaHue,
OIIBIT UCCJIETOBATEIIA M YIIOPCTBO IIPUBEJN K OTKPBITHUIO,
KOTOPOE CTaJIO CIIACUTEILHBIM JIJIA THICSY U ThICAY JleTel
10 BCEMY MHUDY.

Ceropius 61aromaps ckpuHuHTY Ha ®KY, KOTOpBIH mpo-
BoAuTCA U B Poccuy, a Takoke 1py COOJTIOIEHUH JINETHI

3HAHVE — 9TO CMUPEHVE» | 85

U IPYTUX CIIOCOOOB T€pPANNHU IeTU

¢ OKY MOryT OTJINYHO yYUTBCH,
OKOHYUTH BY3, UMETD JIOCTOHHYIO
paboty, ceMmbio. [IpOCTO HOPBEKCKUH
HCCJIeI0BATEIIb, KOTOPBIN OHAMK/IbI
yexaJ ¢ GepMbl YUUTHCS, OZHAMK/IbI
cnacuuiics ot Ty0epKyJiesa, OHaK-
JIbl YBJIEKIITUICA XUMUEH, He Oy1yIu
CJIMIIIKOM 6OraThIM, JOOUBIITHUICSA
00yJeHus B JIyUIIINX By3ax U UCCJIe-
JIOBATEJIbCKUX [EHTPAX, OJTHAXK/IbI HE
OTMaxHYJICS OT TPYZHOTO aHAJINU3A.

Cam ®enuHT OBLI BEPYIOLIUM Ye-
JIOBEKOM, HepeJIKO 3a/lyMbIBaJICs

0 cMBbIcyie ObITHS, 0 yesioBeke. Of-
HaX/1bl OH U3MEHUJI U3BECTHOE BbI-
CKa3bIBaHHNE «3HAHHUE — 3TO CUJIA».
OH nepedpasupona’ ero: «3Ha-
HHE — 3TO cMUpeHue». I eMmy oHO
65110 aHo. O HAMXKIBI, KOT/IA AHAJIN3
HHUKaK He JlaBaJics, CTapoe 3HaHUe
CMUPUIOCH. M1 IpHUIIIO HOBOE — OT-
BeT Hal/ieH. !

Texcm: Anna beasieea

Ilepsyro
YycnewHyo
mepanuio
deHuaxe-
moHypuu
nposeeau

8 1950-¢
200bl

8 Anzauu

IIpu mo/iIroToBKe TEKCTa
HCII0JIb30BAHBI HHPOP-
MaIlMOHHBIE MaTePUaJIbI:
Retarded Children, and

a Scientist // Siegried A.
Centerwall and Willard R.
Centerwall. The Discovery
of Phenylketonuria: The
Story of a Young Couple,
Two
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¥ Icuxo10g
R Jlapuca
I IvcvbaHOBA:

«30eCb

ropasgo
oonbLue

A10068W»

\

... A B XXI3HW BbIBaET
MO-pPasHOMY. Y KaxxJoro
OHO cBoe. VHorpa
BOJSTHA CTPEMUTESIBHO
HabypaeT CKOPOCTb —

N YOAPSETCA O KAMEHb.
Oboxrnack, oTcko4mIa,
pasnnack-3aruxsa...
besarpaHuydHa cunia
OKeaHa — OrpoMHa cuna
ele1=1%
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«Bpauu
2080puau, YUMo
OM Npocusem
ecez20
HEeCKOAbKO
Oneil. ITomom
Jdasa.u mecau,
nomom 200,

u He Ooavuwe»
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B smowm evinycke ncuxonoz Jlapuca
ITbicbaHOBA — O CAMBIX MPYOHDBLX
cumyauusx. Koada, kxaxcemcs, He
ocmaemcs cua Hu deticmeosamb,
HU 8epumo, HU Xcumb. O cembiax,
KOmopble Cmaaxusarmes

¢ cambiMu MPYOHbIMU
duasHozamu — ouazHo3amu be3
Hadexcobl. Kax scumsb nocae
duaznosa? I'0e bpams cuawvt? Umo
2080PUMb U O HEM MOAUAMD?

H xax evixcums nocae amoza0?

«TAK BOJIbHO!»

A yacTo BcTpedarch ¢ MHEHUEM, UTO
paboTa B IeTCKOM XOCITHCE CBsI3aHA
HUCKJIIOUUTEJIFHO CO CTPaJlaHUEM,
CTpPaxoM M OTYasTHUEM. ITO HE TaK.
Ha, 3nech MHOTO 60J111. HO TOpaszo
0oJIbIIIE 3/IECH JIIOOBU.

¥ Hac ecTh MaJIBUYUK, TPO KOTOPOTO
Bpa4y¥ TOBOPUJIM, UTO OH IIPOKUBET
BCET0 HECKOJIBKO /iHEMH. [ToToM emy
JlaBaJId MeCsII, IOTOM TOZ ¥ He 60JIb-
1re... Cefiuac emy yike 14 JieT.

VY Hero 0651mas ceMbs: MaMa, rara,
Opar, cectpa. MM oueHb [TOBE3JIO
IpyT ¢ apyrom. HecMoTps Ha OueHb
TSIKEJIBIN JUArHO3 ChIHA, CEMbS BCE
14 JIET KHJia IIOJIHOIIEHHOM HaChI-
M[EHHOH JKU3HBIO: Y HUX YacCTO ObI-
BAIOT F'OCTH, POAUTEN YCTPAUBAIOT
npa3gHuky. OHU He 3aKPBLIUCH OT
MHpa B CBOEM KPYTY, a CTapaloTCs
JKUTH TaK, YTOOBI BCe HE BPAIIaIoCh
HUCKJIIOUUTEIHHO BOKPYT OOJIE3HU.

Ho B nociegHee BpeMs MaJIbuYuKy
craJio xyske... Ero Mama HeJJaBHO Ha-
rcajia MHe CJI0Ba, KOTOPhIE OYeHb
TPOHYJIU: «Y?Ke IaBHO 51 BbIBEJIA JIJIS
cebs1 GopMyJTy: CTApIINi CHIH — 3TO
most JIto6oBb. IlepBas, HacTosIIasl.
Anppeii — 3To mos [yma. Hexxnas,
paHuMas, koropas 6oaut. Jlouka —
3to Mmoe Cuactbe. Be3rpaHnYHOE U He-
HarnaaHoe. My»x — mod JKusHb. bes

Jlapuca IIpI2kbAHOBA —
MIPAKTHUYECKHUH IICHXOJIOT,
KaHJUJIAT ICUXOJIOTHYECKUX
Hayk. PaGoraia 3amectu-
TesieM gupekTopa LlenTpa
SKCTPEHHOU IICUXOJIOTHYE-
ckout nomorny MYUC Poceun.
Kypuposaa HanipaBjieHUA
SKCTPEHHOT'O pearupoBaHU
Y IUCTAaHIIMOHHBIX METO/IOB
TICUXO0JIOTUYECKOTO KOHCYJIb-
THUPOBAaHUSs, HHOOPMAIINOH-
HOU IO/I/IEPKKY HACEJIEHU I,
BKJIIOYASI OPraHU3AINI0
ropsuux JuHuH mpu YC.
VyacTBOBaJIa B INKBUJAIINI
TIOCJIE/ICTBUH 45 YPE3BBI-
YaWHBIX CUTyallui, B paboTe
6oJiee 50 TOPAYUX TUHUH BO
Bpemsa YUC.

OTBeyaJsia 3a HayYHO-HUC-
CJIeI0BATEIbCKYI0 paboTy

B ®KY LISIIII MUC Poccuu
u dpunnanax. Asnsgerca
aBTOpPOM 0oJiee 20 HAYyYHBIX,
HAyYHO-TIONYJISIPHBIX CTaTeN
¥ myOsmkanuii. Vimeer rocy-
JIapCTBEHHBIE U BEZIOMCTBEH-
HbIe HaIpabl.

C 2018 roj1a paboTaer B JieT-
CKOM XocIrce «JIoM ¢ mas-
KOM».
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«IIpunamv madiceaynro,
a uHo20a Heu3aeuumyro
00.1e3Hb pedeHKka
Henpocmo. CHauaaa
davice Ka)icemces, Hmo
amo eooodwie
HEeB03MONHCHO!»

«Camoe, HaBEpHOE, TPYAHOE — KOT/Ia
POAMTENN YYyBCTBYIOT CBOIO ,,BUHY” 3a 60-
JIe3Hb U TO, YTO HE MOTYT CIIACTU pebeHKa.

ITO 4yBCTBO OTOUPAET OUYEHb MHOTO CHII,
C HUM CJIOJKHO CIIPABUTHCS»

HETO 51 HUKTO... VI BOT Teneph yracaer
mos Jlymma-/Iroma — Mot AHApei.

S Tak 6010Ch, UTO y3Ke Bce OY/IET He
TO... Be3 gymu 51 He OyAy BUAETH Kpa-
cku ku3HU... CTapatoch cebs HacTpa-
UBAaTh, HO HE 3HAI0, KAK OHO II0TOM
6ynet. OueHb XOTEJIOCH OBI MPOIIe Ha
Bce cMoTpeTh. He dusocodcTBOBATH.
He xonatscsa. He Bo3BOAUTS B cTe-
menb. Ho Tak 60s15HO!»

«3A YT0?»

[IpUHSATH TAKENLYIO, 2 UHOT/IA HEU3-
JIeuuMyI0 60Jie3Hb pebeHKa Helpo-
cro. CHayaJsia a)ke KakeTcs, YTO 3TO
BOOOIIIE HEBO3MOXKHO! MHOTHE pO-
JINTEJIN TI0CJIe IOCTAHOBKH JJUATHO3a
3a/iaBaJld MHe BOIIPOC: «3a 4TO?»
OHU MY4YHUTEJIBHO MIBITAJINCh HAUTHU
MIPUYHMHBI O0JIE3HU B CBOEM «HEIpa-
BUJIBHOM» TIOBEZIEHUH: MOKET, YTO-
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TO HEZIOCMOTpEJIH, He yOeperancey oT
BHpYycCa, BOBpeM: He 00CJIeZI0BaJINCh,
He [IPUHAJIY UIU, HA060pOT, IPUHA-
JIM KaK¥e-TO IIpenaparsl, He I0YyB-
CTBOBAJIY, KaK YTO-TO UAET He TaK.

Taxkass MozJe/Ib IOBEAEHUA — HAUTHU
00'bACHEHNE, IOYEMY Y 37J0POBBIX
MOJIOZIBIX POAUTEJIEN POXK/IAETCS
HEU3JIeYnMO O0JIbHOM pebeHOK, —
JIOBOJIBHO pacripocTpaHeHa. Mbl He
MIPUBBIKJIN [yMaTh, YTO B YKU3HU
MHOT/Ia ObIBAET He TOJIHKO MIPABUJIb-
HO, HO U TI0-BCAKOMY.

KoneuHo, 3ab0jieBaHue pebeHKa, Kak
HU CTapaThCsl COXPAHUTH 0OBITHOE
TeUeHUE KU3HU, BHOCHUT KECTKHE
KOppeKTuBbl. HeB03MOKHO n36€exKaTh
OTPAHUYEHUH, TATOCTHBIX SMOIHH.

U camoe, HaBepHOE, TSXKEJI0e — KOTZa
POAUTEIN YYBCTBYIOT CBOIO «BHHY»
3a 60JIE3HB U TO, YTO HE MOTYT CIIa-
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«MHorye MamMbl
pacckasbIBaIoT,
YTO HE XOTST BbI-
XOJIUTD HA YITUILY
¢ pebeHkoM,
MOCKOJIbKY PAHAT
B3IJIs/IbI, PA3ro-
BOPBI 32 CIIMHOM.
OcobeHHO He-
MIPOCTO TEM, KTO
JKUBET B MaJIEHb-
KHUX FOpPO/iax UIx
JIEPEBHSIX»

«Mwvt He
xomum
MeHaMb
HUUBIO
HCU3HD.
Mt 66t
xomeau
Hcumow
ceoeil
00bLIUHOU
cuacmau-
8011 Jcu3-
HbIO CO
300poBbLIM
pedéeHkom»

cty pebeHKa. ITO UyBCTBO OTOMPAET
O4YE€Hb MHOTI'O CHJI, C HUM CJIOXKHO
CIIPABUTHCA.

Ho Tax GbIBaeT He BCer/aa U He y BCeX:
CEMbHU pa3Hble, U HEBO3MOYKHO 3apa-
Hee IpeJiCKa3aTh PeakI(uio UK 10~
CJIEZIOBATEILHOCTD PeaKI[Uii, OOIIYI0
JUUTSI BCEX.

MOYEMY CEMbS OHA AOMA

HexoTopble OJIHOCTHIO 3aKPhIBA-
IOTCA OT JIIOZIEH, JJa’ke OT POZACTBEH-
HUKOB U 3HAKOMBIX, 3aMbIKAIOTCS

B CBOEM MUDE, He XKAYT HU OT KOTO
IIOMOIIH U ozAepkKku. He moTomy,
YTO CEMbS XOUET 0Ka3aThCs B H30-
JISIUH, — IIPOCTO POJAUTEJISIM OUY€EHb
TSJKEJIO OT PEAKI[UN OKPYKAOI[UX
Ha 60s1e3Hb. MHOT'HIe MaMBI paccKa-
3BIBAIOT, UTO HE XOTAT BBIXOJUTH Ha
YJIUITY ¢ pe6GEHKOM, ITOCKOJIBKY PAHAT
B3IVIA/IBI, PA3TOBOPHI 34 CIIMHOU.
Oco6eHHO HETTPOCTO TeM, KTO KUBET
B MaJIEHBKVX FOPO/IaX MJIH IEPEBHSIX.

Bapociible pe6siTa ¢ HHBATUAHOCTBIO,
BBIE3IKAIOIHE CAMHU Ha KOJISICKAX,
TO3KE TOBOPST, KAK HEIPUATHO BCTPE-
YaTh B3IJISA/bI, B KOTOPBIX JKaJIOCTb,
Ope3ryINBOCTS, a TO U CTPAX.

OHM HE XOTAT BbITb «'EPOAMW»

Yro emre panuT pogureseii? MHorne
He JII00T, Kor/ia roBopsAT: «Kakue Bbl
HeoOBIKHOBEHHBIE JTIoAu!» B Kkuure
Munrtona Cenurmana u Posanun
Hapaunr «OObIYHBIE CEMBH, 0COObIE
JleTh» 5 mpounTasa: «Jlojsroe BpeMs
Cpeay poAuTeJIel PACIPOCTPAHA-
JIOCh CTUXOTBOPEHHUE 110/] Ha3BaHUEM
“Oco0b1ii pebeHok ¢ Hebec”. B Hem
YTBEPXKAAJIOCh, YTO Bor cnenuaabHO
BBIOHPAET CEMbBIO, KOTOPOH MOKHO
TIOPYYUTH CTOJIb XPYIIKHH U JIparo-
IIEHHBIH J1ap — pebeHKa ¢ mpobiemMa-
M B pazButru. Ho MHOrUM pojuTe-
JISIM, HE Pa3Ze/IAI0N[UM PEJTUTHO3HbIE
B3IJISIZII aBTOPA CTUXOTBOPEHUSI, OHO
KaKeTCs OCKOPOUTETLHBIM ».

JleficTBUTEILHO, HE pa3 CJIBIIIIAJIA
OT ceMel ¢ 60TPHBIM pe6EeHKOM, 9TO
UM IAUIYT B COLICETAX: «BbI MOJIO-
IIbl, CHJIBHBIE, MBIl BAMH BOCXHIIIA-
eMcs. Barn nmpuMep U3MeHUJT HAIITy
JKU3HBb».. Kazaoch ObI, TAKHE CJI0BA

SHECH TOPASLO B0/ HLLE MOBBU | 89

JIOJI’KHBI BJOXHOBJIATE. Jla, Ha HEKO-
TOPBIX OHU JIEUCTBYIOT OJIaTOTBOPHO,
HO Y MHOTHX CeMel BBI3BIBAIOT Pa3-
JIpaskeHue, HHOT/A AaskKe HEero[oBa-
HHE, IOTOMY YTO POJAUTEIH AyMaIOT
Tak: «MbI HE XOTUM MEHATH HUYBIO
JKU3Hb. MBI OBbI XOTEJIH KUTHh CBOEH
OOBIYHOM CYACTIMBOH JKU3HBIO CO
37I0POBBIM peOEHKOM, HO HAM HUKTO
He a1 Beibopa. Eciiu 661710 661 BO3-
MOKHO, MBI ObI HUKOT/Ia HEe BBIOpaIH
3TOT MY Th».

Taxk yTo MHOTAA, yMasi, YTO MBI
oAAeP>KUBaeM, MOXKEM B JIEHCTBU-
TEJIBHOCTH PAHUTH JIIOAEH. DTO PO
YyTKOCTb ¥ BAXKHOCTb IOHUMAaTh, KaK
Te WJIU UHBIE CJIOBA MOTYT OTO3BAaTh-
cA B Ayllle pyroro yesjgoseka. Hy:xHo
Iy02Ke B3MISAHYTh HA CUTYAIUI0

U [IOAYMAaTh HECKOJIBKO pas, Ipexae
YeM YTO-TO CKa3aTh.

HEMOHATHAA BOJIE3HD

Cpenu penkux 60y1e3HEN €CTh yiKe
XOPOIIIO U3yUYEHHBIE, Y KOTOPHIX
MIOHATHA AMHAMUKA: POAUTEIH I10-
HUMAIOT, YTO IIPOUCXOAUT celiyac,
vero 0XXKUAaTh B OJIMKaNIIee BpeMs
U B nlepcrexktuse. Henb3s cka3arTs,
4TO UM JIerde, HO UM IIOHATHee.

A Tam, rjie HUKTO HUUero He MOXKeT
CKa3aTh, IpU 60JIE3HAX MaJIOU3-
VUYEHHBIX, 0€3 JIeUeHU A, KOTOPBIX
BCETr'0 HECKOJIBKO CJIyYaeB HA BeCh
MU, CJIO}KHO CITPOTHO3UPOBATh UTO-
060 U TMOHATH, HA YTO HATIPABUTH
cBou cuiibl. C ueM 60pOThCA, KaK?
Bormpocs! 6e3 oTBeTa — caMble My4H-
TeJIbHBIE. POTUTENIAM TPYAHO IpH-
HATD CUTyaIuio 6e3 nporso3a. OHU
TOBOPST: MBI HE BEPDUM, UTO pebeHKa
HeJIb35 BBLJIEYUTH!

Onna MaMa ckasaJjia Tak: «JIjis MmeHs
HUKOT/[A He ObLJI0 HUYEro HEBO3MOXK-
HOTO B KU3HU. fl Bcerga 31asa, 4To
BCE MOT'Y, YTO CO BCEM CIIPABJIIOCH.

A KOTZIa CTOJIKHYJIACh C TUATHO30M,
KOTOPBIA ellfe He U3y4eH, pacTepsi-
J1ach. B MUpe BCero /iBa CrenuaincTa,
s e3/111a K 000UM, ¥ HUKTO HUYETO
BHATHOIO He ckasaJi. YTo jenaTh?

51 MOTY CO BCeM CIIPaBUTHCS, HO HAJIO
TIOHUMATh, C UEM CIIPABJISATHCA. ITO
Kak 6ekaTh: s1 MOTy IpobeskaTh 100
METPOB, KUJIOMETD, MOTY TpO0OeKaTh

Bormpocs 6e3
OTBETa — caMble
MYYHUTEIbHBIE.
Popurenam
TPYAHO IPUHSATD
cutyanuio 6e3
IIPOTHO3a

«Jlns meHs
HUKOT/Ia He 6110
HHUYEro HEBO3-
MO>KHOTO B 3KH3-
HH... A Korzia
CTOJIKHYJIACh

C IUATHO30M,
KOTODBIH ellle He
HU3y4eH, pac-
TepsAaack... ITO
Kak 6exarb:

s1 MoTy Ipobe-
JKaTh 100 METPOB,
KUJIOMETD, MOT'Y
npobeXxaTh Ma-
padon, HO HazO
3HATH, CKOJIBKO
6eKaTh, YTOOBI
paccuuTarb
CHUJIBI»
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«/IHOT/1a POTUTEIH CUUTAIOT: €CJIH
pebeHoK He Gy/1eT 3TOTO 3HATH, TO YU/IET
THXO — IOTYXHET, KaK CBeYa, He IOHU-
Mmas... Ho naseko He Bcerna cMepTh IIPH-
XOZAHT IO TAKOMY CLIEHAPHIO, THXO»

«He3HaHue IIOPOXKIA€T TPEBOTY, YE€JIOBEK
HauyuHaeT J0AYMBIBATh, JOCTPAUBATh...
CTan, TpeBora u oT4assHUe OKa3bIBa-
I0TCA 3arHAHHBIMU BHYTPb. 9TO OYEHb
CTPpALIHO — OCTAaTbCA OAUHOKHM B CTpa-
JAaHUH, OTYAAHUHU»

«3adaua

NCcuxo0.10208,
epaueil —
MAKCUMAABHO
uUHghopmupo-
eambv
poodume.aeii,

a pebeHka —

6 moit mepe,

68 KOMmopoi oM
20Mmoe u xouem
uH@opmauuro
NPUHAMDb>

MapadoH, HO Ha/I0 3HATh, CKOJIBKO
0exaThb, YTOOBI PACCUUTATH CHUJIBI».

roBOPWTbL NN HET?

ToBOpUTH UJTK HET MAJIEHHKOMY I1a-
UEHTY IpaB/y 0 60JIE3HU U COCTOS-
Hun? Ecin roBoputs, To Kak, Koraa
¥ KaK. MosI TIO3UITUSA: Ha/I0 TOBOPUTH
mpasy.

ITouemy? Kazasock 6b1, O4€HBD I1O-
HSATHO U €CTECTBEHHO — 3ALIUTUTD
pebeHKa OT TsKeJIoTo 3HAHUA, BEb
3a4yeM eMy 3HaTh, YTO OH yMHUPaeT?
VHOT/Ia POAUTEN CIUTAIOT: €CITU
pebeHOK He OyZIeT 3TOro 3HATh, TO YH-
JIET TUXO — IIOTYXHET, KaK CBeva, He
MMOHUMas, YTO yMUPAET.

Ha, njisa xoro-to ato syuiie. Ho
JlaJIeKO He Bcerja CMepTh IIPUXOUT
10 TAKOMY ClieHapuio — Tuxo0. Yaie
OBIBaeT mo-/Ipyromy, ocobeHHo ¢ 60-
Jiee CTapIIUMU AETHMU, KOTOPhIE
OCO3HAIOT, YTO COCTOSIHUE YXYyAIIa-
eTcsl, JIeKapCTBa U IPOIEeAYPHI He
IIOMOTAIOT, BCE XY2Ke U XYIKe...

C TakuMHU IeTBMH Ba>KHO Pa3roBapu-
BaTh, JaBaTh UM HH(POPMALHUIO, YTO
ceifuac MOKeT GBITh, UTO MOXKET IPO-
HUCXOAUTH faJblie. Ecu ipu TakoMm
COCTOSTHUH pebeHKa B3pOCbie OyIyT
JteJIaTh BUJI, YTO HUYETO He IPOUCXO0-
JIAT U BCE 3aMeYaresIbHO, TO y pebeH-
Ka BOBHUKHYT JIUCCOHAHC, 00u/1a,
qTOo UX O6MaHI>IBaIOT, a IIPOUCXoAUuT
4TO-TO cTpaiHoe. HezHaHue mopox-
JIa€T TPEBOTY, YEJIOBEK HAUMHAET J10-
JIyMBIBaTh, IOCTPANBATh. ITO OUEHb
TSKEJIO, IOTOMY YTO OH He IOHUMAET,
TaK OH AyYMaeT UJIh HET. CTan U OT-
yassHUe CMEHAIOTCS HaJeK/ 01 1 Ha-
060poT. MoxkeT OBITh, Bce XOPOLIO?
Wiu, Ha060pOT, BCE OUEHb-OUYEHb
JI0X0? B HEOHWMAaHHUU YeJIOBEK
YyBCTBYeT cebs1 6eCKOHEYHO OJTUHO-
KHM, B€Ib €CJIX BOKPYT TOBOPAT, YTO
HHUYET0 HE MPOUCXOIUT, TO EMY JarKe
He€ C KEM IIOJEJINTHCA CBOUM CMATE-
uuem. CTpax, TpeBora v OTYassHHe
OKa3bIBAIOTCS 3aTHAHHBIMHU BHYTDb.
ITO OUEHb CTPAIIHO — OCTATHCS OFHU-
HOKHM B CTPpAJIaHUU, OTHAAHUU.

ITosTomy syuiie 3HaTh. 3HAHUE,
KaKUM ObI HH OBLIO TSAKEJIbIM, BCE-
TaKu JaeT 00JIerueHue uepes omnpe-
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JIeJIEHHOCTD. Jlajipliie e I0BEK MOKET
JIyMaTh, UTO C 3TUM JIeJIaTh, KaK
K 9TOMY OTHOCHUTHCS.

BCGE OYEHb MHAWBNAYAJIbHO

Ho Bce oueHb HHUBU/IYAJIbHO, HET
CTaHZAPTHBIX GOPMYJ U COBETOB,
U HAJIO C YBaKEHHUEM OTHOCUTBCS
K CeMbe, ee IMpaBujiam, IIEHHOCTSM,
VKJIAIy ¥ TPAAUIUAM, UCXOJUTD U3
COCTOSTHHUS U BO3pacTa pebeHka, u3
TOTO, KAKWE B CEMbE OTHOIIIEHU .

CriennaIucTsl IOJIKHBI IeHCTBOBATD
VMEHHO UCXOJ s U3 HO3UINU CEMbH.
3a/iava 1CcuxoJI0roB, Bpauei — MakK-
CHMaJIbHO UH)OPMHUPOBATH PO-
nuTesiel, a pebeHKa — B TOH Mepe,

B KOTOPOH OH T'OTOB U X04ueT HHGOP-
MaI[{Io IPUHATH. Ecjiu ceMbs KaTe-
TOPUYECKH IIPOTUB, YTOOBI PEOEHKY
TOBOPHJIY IIPAB/AY, CIYUTAS, UTO OT
Hee COCTOSIHUE CTAHET ellle TsKeJIee,
51 C yBa)KEHUEM OTHOIILYCh PEIIEHHI0
Y He NOUy onepeK PoAuTeIen.

A ObIBaeT, HecooOIIeHe JUarHo3a
JIaeT ceMbe CHUJITY JJ1s1 60PHOBI 3a
’kU3Hb. Takre MaMbl TOBOPAT: «/la,
S IOHHMal0, 60JIE3Hb HEU3JIEUNMa,
HO BCe PaBHO BEPIO, YTO OH BCTAHET
Ha HOTH, IIOMJIET B IIIKOJIY U BCE y HAC
Oynet xopoio. Eciiu repectany
BEPUTH, IIPOCTO JIATY PSIZIOM C HUM

u ympy. To/IbKO 3Ta Bepa aeT MHe
CHJIBI 2KUTh, TIOAHUMATHCA KaX10€
YTPO U yIbI0aThCs, 3a00TUTHCA O Je-
TAX, MY3Ke».

Ila, Mama Bce IOHUMAET — IIPOCTO
OHa HallljIa JJig cebs TaKoH crnocob
BBIIKHTH, CIIOCO0 TIOJIYYEHU ST CUJIBI
1 pecypcoB. VImero jiu st TpaBo 3a6u-
paThb y Hee HaJleKAy?

KAK roBoP1TbL?

Eciu Bce e TOBOPUTD, TO Kak?

VY pebeHKka MOXKHO CIIPOCHUTH: «UTO
THI 3HAEIIb 0 cBOek 60s1e3Hu? UTO ThHI
xouelb 3HaTh? OT KOro ThI XOYeIllb
9TO YCJIBIIIATH — OT POAUTENIEH,
Bpaua, rcuxosiora? Kakre BOmpocst
ceifuac Te6s1 60JIbIIE BCETO BOTHYIOT?
Hackopko I1y60KO U TOAPOOHO THI
XOUYEIlb 3HATh?» ITO JOJI?KEH PEIIATh
nanueHT. Kak 661 Mbl, CIIEIIHAIUCTHI,
HY CUYUTAJIH 3TO IPABUIbHBIM, MBI
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HE UMeeM IIpaBa cKas3aTh: 1aBai Mbl
Tebe ceifiuac Bce pacckakeM. Bee-
TaKH, MOBTOPIOCH, PEIlIeHNE OCTAETCS
3a ceMbel 1 peOEHKOM.

KcraTu, ety B TaKUX TPY/THBIX
CUTYaIUAX HEPEIKO GOJIBIIIE TIEpe-
JKMBAIOT 32 CBOMX POJIUTEIIEH, YeM 3a
cebs. MHoOro JIeT Ha3aj, KO MHe 00-
patuiach Mama MarueHTKH, YTOObI
yOeUTh 0Yb IPOJIOJIKUTH JIEUEHHE.
Korzma Mbl ocTasuch ¢ IEBYIIKON Ha-
efvHe, oHa ckazasa: «Co MHOH Bce
HOPMAaJIbHO. Sl IOHUMAIO, UTO B JITO-
60i1 MOMeHT Mory yMepeTb. Ho cefi-
Yac st aKTUBHO KUBY: Y MEHS IPy3bs,
JTIIOOMMBIH YeJIOBEK U BCE XOPOIIIO.

51 GoJibliie HE XOUY ATUX TAKEIBIX
oTepaIrii, I0cJie KOTOPBIX JI0JITO
MIPUXO0XKY B cebsi. I He 6OI0Ch cMepTHU
U IPUHsJIA PellleHne, YTO POKHU-

SOECH TORPASHO BOJIELLE NKOBBW |

BY CTOJIBKO, CKOJIBKO IIPOKHUBY, HO
3TO OyIeT *KU3Hb He B O0JIbHUIIAX,

a sApKasi ¥ UHTepPEeCHasl, IIyCTh JaKe
KopoTkas. [ToaTomMy He HaJI0 MHE
TIOMOTaTh, HO IIOMOTUTE MO€ei MaMe!
3a mamy s IefCTBUTEIBHO GOIOCH,
BeJb 51 y Hee ofjHa. Kak oHa OyzieT
JKUTh, KOTJIa MeHs He cTaHeT? MHe
OyZeT CTPAITHO YMHUPATh HE IIOTOMY,
YTO JIMIIAIOCH JKU3HHU, a OT MBICJIH,
Kak MaMa 6e3 MeHsI, KaK BBIJIEPIKUT?
CMOXxeT JTU OHA NTePesKUTDb MOIO
cmepth? Ilporry Bac, mopaborarite

C Hel — IyCTh OHA HAW/IeT /1151 cebst
CMBICJI B )KM3HU 6€3 MEeH».

ATa UCTOPUS — O BAXKHOCTHU OTKPBITBIX
OTHOIIIEHUH B CEMbe, YTOOBI JIIOAU He
Jlesiajay BUJI, YTO HUYETro He IPOUC-
XOZUT, €CJI HA CAMOM JieJie ITPOUC-
XOAUT. 3HAHUE O TAKECTH COCTOSIHHUSI,

Jlemu 8 maxkux
MpYyoHbIX
cumyauusnx
HepeoKo
o0oavwue
nepexxcusarom
3a ceoux
podumeaeil,
yem 3a cedon
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HexoTopsie fe-
TaJIbHO NIPOJLy MBI-
BaIOT CUTYAI[AIO0
BO3MOKHOTO KPH-
3u1ca: 4YTo /IejIaTh,
KaK OKa3bIBaTh
IIEPBYIO IIOMOIII,
BE3TH UJIU HET

B 60OIBHUILY

«Buviopamw
nymov, xo20a
cmepmuw

He npuod.aAwIica-
emcs, HO U He
omoaasemen?
Kax
npasuabHO?»

0 IIPOT'HO3E /IAeT JIFO/ASM BO3MOKHOCTD
006CyK1aTh CJIOKHBIE BOIIPOCHI, Je-
JINTHCS TIEPEKUBAHUAMU, IIOMOTATh
JIpYT APYTY HAXOAUTH PECYPCHI, CHJIBI
Y CMBICJI JIJIs1 OyAyIIero.

KOrlA «3T0» GNYYUNTCA...

KoneuHo, pofuTesn He MOTYT He Y-
MaTh O TOM, UTO MOKET ITPOU30UTHU:
«Ceifuac mycTh OH He XOJIUT, HE pa3-
TOBApHUBAaET, He BUAUT, HE CJIBIIINT,
HO OH CO MHOM, ero MOKHO OOHSITb,
3abotuthes 0 HeM. UTo Oy/eT, Koraa
OH IIEepPEeCTaHET JBIIIATH U yMpeT?
Kak maspiire ;kuth? B ueM cMBICI?»

Kt0-TO rOBOpUT, 4TO He OyeT Ay-
MaTh cefuac 0 BO3MOKHOU CMEPTH:
MBI JKHBEM CETOJHANTHUM JTHEM.
Jpyrue, HAIPOTUB, JETATIBHO IIPO-
JyMBIBAIOT CUTYALHIO BO3MOKHOTO
KpH3Hca: 4TO Jies1aTh, KaK OKa3bIBaTh
IIEPBYIO IIOMOIIb, BE3TH UJIU HET

B 60s1pHUITY? IlofkITIOUaTsh K anmna-
paTy UCKYCCTBEHHOU BEHTHJIAIINI
JIETKHX, IPOZJIEBATH KU3Hb TAKUM
coco60oM WU BBIOPATh Iy Th, KOTZA
CMepTb He IpUbIMIKaeTcs, HO U He
otnasnsetcsa? Kak npaBUbHO?
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M-I ¢ poguTeIAMHU MHOT'O pa3roBa-
pYBaeM o Takux Bemax. OueHb BaK-
HO 3HATbh, UTO JIEJIaTh, KOT/Ia peOeHKY
CTaHeT I0-HaCTOsAIIEMY IIJIOXO.
KoneuHo, Heo6X0AMIMO 3apaHee Bce
NIpOAyMaTh, IOTOMY YTO B MOMEHT
KpHU3HCa SMOIIUH MOTYT HaCTOJIBKO
B0300J1a/1aTh, UTO YEJIOBEK HE CMO-
JKeT IPUHATH PAIMOHAJIBHOTO, ITpa-
BUJIPHOTO PeIlleHu.

A noTom?

B ozxHoOM HaIlled HOAOIEYHOI CEMbe
ZIBOE JIETEH ¢ HEM3JIEUNMbIM 3a0601e-
BaHueM. J/leBouKka ymepJia, a cefiuac
B TSI?KEJIOM COCTOSTHMHY HaXOZAUTCS

ee 6par. MaMa roBOpHT, YTO, KOT/Ia
OoJsiesia 109b, OHU OOPOJTUCH C OOJIE3-
HBIO, ZleJ1ajiu HeBO3MOsKHoe. [Tociie
ITOXOPOH JKEeHIIINHA CKAa3aJ1a MYKY:
«Bocemb s1eT 60pbOBI, 1 Bce HeccMbIc-
JIeHHO. 3aueM Bce 3To Ob110? Kak
Tenepb KUTH?»

Eii mosiro xasaaoch, 4TO OHAa 60JIbIIIE
HE CMOXKET Pa/I0OBaThCsI U BEPHYTh
JKU3HbB, KaKast ObLjIa 10 CMEPTH JI0-
yepn... Ho y Hee OBbLT MJIAIITHH ChIH.
CHavajia Bpauu CKa3aJiu, YTO MaJib-
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YUK 3/10POB, HO Yepe3 HECKOJIBKO JIET
poAuTe N NOHAIN, YTO MAJIBYUK TOXKE
60s1eH. Kak mepexuTh TaKoe 3aHOBO?

U ceMbst peInia 3KUTh IO-IPyroMy —
HE OT HA/IEXKIBI K OTYASTHUIO, OT
OTYASTHUS K HAJIEXK/IE, & IPOCTO JKUTh.
WX 10M OTKPBIT /IJ151 POIHBIX, IPY3€H.
K chIHY IPUXO/SAT MIKOJIBHbIE TOBAPH-
11, 3HAKOMBIE CO JIBOpa. YcTpauBa-
IOTCST COBEPIIIEHHO (DaHTACTHUECKHE
JTHU POK/IEHU A, TTOCJIE KOTOPBIX ¥
BCEX OCTAETCsI MHOTO SIPKUX U PaZiOCT-
HBIX BIleuaTeHuii. Mama roBOpUT:
«Tenepsp 51 IOHNMAIO, UTO JIeJIal0 BCe,
4TOOBI ¥ ChIHA OBLIA JKU3HB>.

V/IbIBKA KAK BbICLUAS LEHA

OTKyzna poguTesnn O6epyT CUIIbI HE
TOJIBKO HE MPOBAJIUTHCSA B JIEPECCUTO
1 60pOTHCs ¢ 60JIE3HBIO, HO JKUTh
MaKCHMAaJIbHO IOJIHOH KU3HBIO?
YuuThiBad elie, 4To OHU MaJIo CIIAT,
PEZIKO UMEIOT BO3MOXKHOCTb IIPOTY-
JISTHCS, IOUTHU 110 CBOUM JeJIaM...

KaskpIii MIIET CBOM UCTOUHUKH CHJT
u pajgoctu. Jlymaro, 4TO TJIaBHBIH
pecypc — 310 J11060Bb. OT NIEPBOI

SOECH TORPASIO BOJELLE NMKOBBU | 93

peaxIuu Ha IUarHO3 — PACTEPSH-
HOCTH, OTYasIHU A, OOU bl K BOIIPO-
COB «3a YTO?» — JIIOJIU IEPEXOIAT

K COCTOSTHHIO, UTO IJIABHOE — 3TO UX
pOAUBIINICS peOEHOK, MX MaJIbIIII,
KOTOPOT'O OHU OY€Hb-O0UEHb JIFOOST
TaKUM, KaKOU OH ecTh. JI1000Bb MO-
MOTAaeT JieJIaTh BCe, YTOOBI 00JIErdYUTh
€ro COCTOSIHHE ¥ HAXOJAUTh BO3MOXK-
HOCTH BMECTE PaZOBaThCS KU3HHU.

PoauTenu pacckasbpIBaOT, KAK MHO-
r'0 CBETJIOr0 peGEeHOK IIPUHEC B X
JKU3HbB. J[0 3TUX COOBITHI OHU HE
[I0/I03PEBAJIN, CKOJIBKO B HUX TepIIle-
HUsI, IIOOBU M KAKOH ITyOWHBI 9Ta
J1060BB!

KTo-TO, OTKDBIB B cebe 3TH IJIyOHHBI
JI00BH K CBOEMY PeGEHKY, TIOTOM
HECeT ee Jajibliie — OJIU3KUM, B MUD...
JIpyrie CTAaHOBSTCS TepIUMeE K He-
IPUATHBIM [IPOABJIEHUAM IYKOTO
xapakTepa. MHOTHe HayaJI no-
HUMAaTh HACTOSAIIHNE IIEHHOCTH: YTO
PaHbIIle Ka3aJI0Ch BaKHBIM, cedyac
KaKETCA MEJIKUM, a TJIABHBIMU CTaJIH
3a60Ta, J11000Bb U yJIbIOKa peOeHKa. ]

Iodzomosuaa Tamapa Ameauna

«Kaxcowtit uiyem ceou
UCMOYHUKU CUA U PAOO-
cmu. I'nasuwlil pecypc —
amo 11006068v»

«Kmo-mo, omkpuvie

8 cebe 2ayouHbL 066U
K ceoemy pedeHKYy, no-
mom Hecem ee danvuue —
o0AuU3KuUM, 8 Mup»

NPUHATUE BOJIE3HU

B PomuTes OTHOCHUTEBHO
CIIOKOMHO TOBOPAT O MPobJie-
Max pebeHKa, He IPOSBJIAIOT
TUIEPOIEKH UJIH YPE3MEPHON
CTPOTrOCTHU

B CrHocoOHBI UTO-TO 3aIPeIaTh
pebeHKY, He UCIBITHIBAS Uy B-
CTBa BUHBI

B CoxpaHAIOT paBHOBECHE
MeXay IIPOABJIEHUEM JII00BH
K peOeHKY U IIOOIIPEHNEM €ro
CaMOCTOATEJIBHOCTH

B B coTpyaHuYecTBe CO CIIelu-
aJIMCTaMHU COCTABJIAIOT Kpa-
TKOCPOYHBIE U JOJITOCPOYHbBIE
ILJIAHBI

B YV poauTesiel ecTh JIMUHbIE
HUHTEPECHI, HE CBA3aHHbIE
¢ peGeHKOM

Japaune Posaaum u Ceaueman Mun-
moH «O0bluHbIe ceMbl, 0CObOble Oemu»
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B napaamenm
Jdocmasuau

[lobpoe geno
0OBEONHNIIO CENbCKIMX
N CTOSINYHbIX
LLIKOJTbHMKOB, Bpadvew,
OOLLECTBEHHVKOB

1 3yOHOro Bpada
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Byt caviiwaau xo2da-mo npo ManocepdobuHcekuil patioH
Ilensenckoil obaacmu? A npo ceao Canozau? A npo Hosoe
Jlemxuro, Karouu? IIpo Oaro Katimaxkosy? IIpo nomowHuka
socnumamens Huny AaexcandposHy? A npo mo, ¥mo
npuHec.aa Ha pabomy 3yb6Hol 8pay?

Jlymaro, wmo noxa Hem. Ho 8ce amu A00u oKas3aauch
8 ueHmpe yousume.1bHoll ucmopuu u 8 ueHmpe Mockewl —
psidom ¢ Kpemaem u Ha npedcmasumenvbHoll 8cepoccuiicKotl

KOH@epeHuuu

TOYKA HA KAPTE H «50JIbLLIOH
B3PbiB»

MasocepnoOUHCKUI paiioH Mpu-
MOCTUJICS Ha Kpaeike [leH3eHCKOM
obsiactu, Ha camoM fore. OH HeOOJIb-
110# — Bcero 8600 yeJIoBeK HaceJie-
HUsI, BCETO HECKOJIBKO HaCceJIEeHHBIX
nyHKTOB. B cesne Kuttoun, Hanpumep,
uyThb 60Jsiee 400 uesioBek. HeyauBu-
TEJIbHO, UTO UCTOPHUS PaliOHA MTOJTHA
MIPEBPATHOCTEMN: OH TO IIEPEXOIHI U3
obsiacTu B 00J1aCTh, TO HCUE3aJT KaK
parioH BOBCE, TO MOSIBJIAJICSA BHOBb...
CJ10BOM, IOBOJIBHO TUITUYHAS 151
6oJ1p1ol cTpaHbl Poccuu ucropus —
BpO/ie ObI U HEeZIAJIEKO, U TOYKA HA
KapTe UMEETCs, a MaJIo KTO CJIBIIIAIL.

Ho >xuByT Tam 3aMevaTebHbIE
snroau. Cusa ux 1o6phIX cepaern
c7iesiayia HEBEPOSITHOE: UTPYIIIKYU
MaJsiocepao6uHIeB nomnaau B locy-
JIApCTBEHHYIO IYMY, U HE TOJIBKO.

B MaJtocepno6HHCKOM paiioHe JKUBET
Esena AjyiekceeBa — Ipe/ICTaBUTEIb
Bcepoccuiickoro obIecTBa peIkKux
(opdannsbix) 3aboneBanuii (BOO3)
o [lenseHckoi obiactu. PaGoraer
Enena B MecTHOH palioHHOH 60J1b-
HUIIE, I7I€ ellle BO3IJIABJISET U MPO-
(coro3nyto opranusaiumo. B obiiem,
SHEPTUYHBIHA YEJIOBEK.

U ects B Masioii Cepnobe Jom ieT-
CKOT'O TBOPYECTBA €II[e C OTHUM
VHUITAATHBHBIM Y€JI0BEeKOM — TaTbsi-
HOI 3aBap3WHOMH, IIpeNojaBaTeIeM.

RARUS PEJKHME BOJIEBHU B POCCUH

U ectb 106pEbIe, yIBIOUUBBIE AETH, KOTOPBIE YUATCA PYKO-
JIETIUTD.

ToBOpAT, 4TO BCsA MaTepus BO BeesleHHOI MOSABUIIACH OT
BoJipI1oro B3phIBa, KOT/a MajIeHbKasd TOUKA HEBEPOSTHOM
TeMIEePATyPhI U IIJIOTHOCTH BAPYT Hauaja PaclIupsATh-

cs1. [TpuMepHO TO ke TPOoU30IILI0 B MastocepZ00HHCKOM
paiioHe: ujies UHUIUATOPOB C/IeJIaTh MaJieHbKUE MTOIapKU
JULSL IeTed ¢ peZIKUMU reHeTUYeCKUMHU 3a00JIeBaHUIMH,
KOTOPBIE IIPOXO/IAT JIeUeHre B OOJIbHUIIE, TPUBEJIA K 60JIb-
IIAM COOBITHSIM.

AALUA, 0/ N 3YGHOM BPAY

CHauaJia B JIeJI0 BKJIFOUHJICSI MECTHBIH JIOM JIETCKOTO
TBOPYECTBA, 32 YTO GOJIBIIIOE CIACHO0 €T0 TUPEKTOPY
Tanune I'epacumoBoii. Mrpymieunsiii MapadoH Hagasics!

Mainocepgno-
OGUHCKUH palioH
MIPUMOCTHJICS Ha
kpaemnike Ilen-
3eHCKOH obJiacTu,
Ha caMoM IoTe.
OH He6OJIBIION —
Bcero 8600 ueJio-
BEK HaCeJIEHUS
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Wnes nuunua-
TOPOB C/ieJ1aTh
MaJIeHbKHe
MOZAPKHY JIJTSI
JleTel ¢ peKuMU
T€HEeTHYECKHUMHU
3a00JIeBAHUSIMH,
KOTOpBIE IIPO-
XOZAT JIeUeHNE

B 6OJIBHUIIE, IPU-
BeJIa K OOJIBIINM
COOBITHSAM

TBos JIMYHAS MaJleHbKAs BCeJIEHHASA
paciupsiercs, KOr/ia Thl 3HAEIIb, YTO
[eTesIbKa 3a MEeTeJIbKOM, KOTOPYIO
TBI /I€JIaelllb, BOT-BOT IPEBPATUTCS

B MUIIKY UJIU KYKJY, KOTODBIE I7ie-
TO JIaJIEKO, 32 MHOT'O KUJIOMETPOB,
OJTHAXK/IBI IONAAYT B PYKH MaJIeHb-
KOH JIEBOYKE HJIU MaJIbUYHKY B 00JIb-
HUYHOU masare. 1 B 3TOT MOMEHT
MUP AJ151 HUX CTAHET APYTUM — Oec-
KOHEYHBIM, BEZIb TAK U OBIBAET, KOTZA
y Tebs1 eCTh APYT.

Bot uto pacckasasna Enena Anexce-
eBa: «YuacTBoBaJ Bech parion! He
TOJIBKO JIOM /IETCKOT'O TBOPYECTBA,
MHOTHe IIKOJIBI BKJIIOUUJINCh, U TaK
TIOSIBUJINCh CaMble Pa3HBIE UTPYIII-
ku. Hanpumep, NIKOJIBHUKY U3 ceJia
Canoru czenanu Ha ypokax TpyJa
JepeBsAHHBIE Ky0uHUIBL. B HoBOoM
JeMKkuHO ObLIA TIO/IEJIKA U3 JIEHT,

B cestie Kotroun u Mastoit Cepobe cre-
JIaJIV BAA3aHbBIE U CIIUTHIE UTPYIIKH».
Jamma ABepuHa 3ayMa’ia U cejajia
HEBEPOSATHHIX Pa3MepOB KUHEP-
ciopripus. Onsa KaiimakoBa f1osro
TPyZAUJIaCch HaJl KPAaCUBOU BA3aHOU
KYKJIOH, U Y 3TOU KYKJIbI IOTOM ObLIa

CBOA MUHTEpECHAaA UCTOPUS.

Hanemie — 6ospire. Uaeto noaiepxa-
JIM B pAOHHOM yIIpaBJIeHUH 00pa-
30BaHUA U PAOOTHUKY YUaCTKOBOU
60J1bHUIBL. B MapadoH BKIIIOUMIUCH
B3pocJsie! Tpu BsA3aHblE UTPYIIKH
MIpUHEeCJIa MECTHBIH 3yOHOH Bpay
Esnena BiagumuposHa Ilosy6ospo-
Ba. CHMIIATUYHBIX EHOTUKOB H3T0-
TOBUJIY 0Opble pyku HuHBI Asek-
caH/IpoBHBI KJIMMEHKO, TOMOIITHHKA
BOCITUTATEJIS.

Tak B MaJsytocepno6mHCKOM paiioHe
CKOIIMJICS HEMAJIbIN CTPAaTernJecKun
WUTpyIIeYHbIN 3anac. Uies mpeBpa-
THJIACh B aKI[UI0, KOTOPYIO HA3BAIU
«Hrpyiika Ha c4acTbe».

B MOCKBY, B MOCKBY!

Kaxk pacckazasna Enena Anekceesa,
YacTh UTPYIIEK BPYYUJIN MECTHBIM
MaJIeHbKUM MaIlMeHTaM, 4acTh OT-
paBuUJjach K nanuenTam IlenseH-
CKOI 00JIACTHOH AETCKOU OOJIBHUIIBI
uM. H. ®. ®usaTtoBa, a ocTajJbHbIE
rmoexaJid Ha o4ty — B Mocksy, B Mo-
CKBY!

B MockBe urpyumku scrperusia Hesa
IlorocsH, 3amMecTUTeNb IPpEACEaA-
tesisd npasyueHusa BOO3. «Kopobka
OblL1a XOTA U He TAXKeJas, BeIb
UTPYUIKU C/ieJIaHbl U3 JIETKUX Ma-
TepHuaJsoB, HO 6osbiaa». I'pys pac-
reyaTaJjiy, ¥ ¢ 3TOr0 MOMEHTA y IeH-
3€HCKUX KYKOJI, EHOTHUKOB U JIPDYTUX
IIOZIeJIOK Hayaslach HOBa s, CTOJINY-
Hasd, )KU3Hb.

YacTe u3 HuX nosesau Ha 11 Beepoc-
curickuil popym opdaHHBIX 3ab0J1e-
BaHui B MockBe. AkTuBuctsl BOO3
BPYYUJIH UTPYIIKU BpadyaM-TeHeTH-
KaM, y9acTHHKaM (opyMa — JIJid UX
MTaIeHTOB.

«3JTO0 OBLJI OYEHD TPOTATEIbHBIN
MoMeHT. OH IpUHeC CTOJIBKO TeIIa,
YJIBIOOK, paIoCTH!» — BCIOMHHAET
Hens Iorocan.

Tak UrpynIku oka3ajanuch B pyKax
yIaBHOrO reHeTuka OpeHOyprekou
obinactu Enensr BensAmosoi, y rene-
THKa n3 Yobl. HekoTopsble mosiesnku
ornpasuiuch B CaHKT-IleTepOypr —
B llentp Anmaszosa (OI'BY «Haiuo-
HaJIBHBIA MeIUIIMHCKUH HCCIIeloBa-
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«Yuacmeo-
8a. éecv
paiion!
He moaw-
Ko [lom
Jdemckoz20
meopue-
cmaea,
MHOo2ue
WKOABL
8K NouU-
AUCH»

B mapadon
BKJIIOYHJIUCH
B3pocJsble. Tpu
BsI3aHbIEe UTPYIII-
KU IIpUHEeCa
MeCTHBIH 3yOHOH
Bpau Esiena
BiagumuposHa
Iosny6osipoBa

YacTp Urpyiex
BPYYHJIA MECT-
HBIM MaJIEHbKHUM
nmanueHTam,
YacTh OTIIPABU-
JIach K HaIueH-
TaM IleH3eHCKOI
06J1acTHOM J1eT-
CKOM OOJIbHUIBI
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POCCUN BAXXEH KAXKObIWN!

Ha Opgharnnom ¢popyme
uZpywku nepedaau 2eHe-
muxam u3 Ygot u Openu-
oypza, ocmaavHble
noexaau 6 KAUHUKuU
Mockest u Cankm-
ITemepoypza

Camasn 6oavwasn
uzpywka, Had KOomopoii
mpyouaacs Oan
Kaitmaxosa, oka3aaacsy
8 pyxax y desouxu

C OUeHb Hene2KuMm
HacAe0CMEeHHbIM
3ab6oaesanuem. H aom
8edb uYyodo — Kak pa3

68 amom 0eHb Y 0eBoUKU
Obla deHb podicoeHus!

TeJIbCKHUH IeHTp UM. B. A. Anmasosa
Munszgpasa Poccun»), ipyrue —

B MOPO30OBCKYIO IETCKY0 TOPOACKYIO
KJIMHUYECKYI0 O0IbHUIY B MOCKBE.

KYKJIA EAET HA REHb POXXAEHMA
B rocgaymy

Ha 3TOM IpUKJIIOUEHUS UTPYIIEK HE
3aKOHYHMJINCH. YacTh U3 HUX, IIpe-
0JI0JIEB CTOJTMYHBIE TPOOKH, T0Opa-
JIach 10 POCCUUCKOTO MTapJIaMeHTa,
6,113 KpacHoii ttomaau u Kpemis.
Tam Ha OTKpBITUH BBICTABKU «Pej-
Kue cyabObl. JKHU3Hb 1 HaJeXK1a»
(BeIcTaBKY Oopranu3zosajo BOO3 mpu
OAAEPKKe MPOQPUIBHOTO KOMUTE-
Ta 10 OXpaHe 3/10pOBbs ['oc/1yMBbI)
UTPYIIKHY ITOTAPHUIIH «PEIKUM» JIe-
TsiM. VI BOT camas GoJibliasi M3 HUX,
HaJ KoTopou Tpyauiack Oinsa Katima-
KOBa, 0Ka3aJ1acCh B pyKax Y IEBOUYKH
C OYEHb HEJIETKUM HaCJIeICTBEHHBIM
3abosieBaHueM. 11 BOT BeZlb Uy/I0 —
KaK pas B 9TOT JIEHb Y IEBOUKHU ObLIT
JleHb pOXK/ieHus!

YT0 OBLLET0 MEXY MOCKBOIA
W MANOW CEPJI060M

Kcrartu, sTa nctopus Hauaaach paHb-
1IIe — Ha IIPEJTHOBOT'OJTHEM ITPA3IHU-
Ke peIKuX ceMeli, koTopsiii BOO3
nposeJsio B MockBe B apT-ko(deline
«Hurme kpome», YTO HAXOAUTCS

B UICTOPUYECKOM /IOME, CBA3aHHOM

¢ TBOpuecTBOM AsiekcaHzpa Pog-
4eHKo, Biragumupa MasgkoBCKOroO

U IPYTUX XyA0XKHUKOB-KOHCTPYK-
TUBUCTOB. TaM 1 poAnIach MbICJb
c/ies1aTh pyKaMu JIeTed UTPYIIKU

Y TIOJIAPUTH MaJIEHBKUM HaIlUeHTaM,
KOTOPBIM IIPEJICTOUT IIPOBECTH HOBO-
roiHUE U POXK/IECTBEHCKUE NTPa3HU-
Ku B 6osipHUNIAX. M Ier0 moaaep:kaiu
YUUTEN S U NIKOJbHUKHI U3 MOCKOB-
CKOI mKoJIbI N 118, u fAeTu U3 Ha-
YaJIbHBIX KJIACCOB C/leJiaIu IIepBble
UTPYIIKU — 3aMedaTeIbHbIE HOBO-
rOoiHUE IIapHI.

ITocmoTtpuTe Ha ABe ¢oTorpaduu:
HIKOJIBHUKU 13 MOCKBBI U AeTUu U3
ManocepaobuHckoro pationa [len-
3€HCKOH 00JIaCTH JiepKaT B PyKax
UT'DYUIKH, U3TOTOBJIEHHBIE B I10-
JTApOK UX POBECHUKAM-TIAI[HEHTAM.
ITHUX IeTel pas3ziesifaoT COTHU KU-
JIOMETPOB, Y HUX pa3Had }KU3Hb, HO
CHaCTJIMBBI OHHU OAUHAKOBO, B€1b
CIIOCOOHOCTH OBITH IPYTOM U CZIEIATh
HEMHOTO CUACT/IMBEE APYTOrO — pas-
Be 9TO He cyacThe? B Takue yauBU-
TeJIbHbIE MOMEHTHI MBI UyBCTBYEM,
YTO He OJJHHOKU Ha CBOEU MaJIeHbKOM
IJIaHeTe, — BMECTE C APYTUMU MbI

B 60J1BI1101 T06pOI BCeIEHHOM, U OHA
no-npexxnemy pacrer!

Texcm: Eaena Bopucoea

RARUS PEJKHUE BOJIE3HU B POCCUU
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COTPYAHUYECTBO

MPOEKTDI

2012 rog — co34aHo Mo MHULUMaTUBE
POCCUMNCKMX MALMEHTOB U UX CEMEN

MWHUCTEPCTBO 30paBooXpaHeHus PO
PervoHanbHble opraHbl 30paBooXpaHeHMd
MUWHUCTEPCTBO TPYAA U CoLmanbHoM 3aLuTsl PO
PoczgpaBHag3op

KoMuTeT no oxpaHe 300p0OBbSA
FocynapcrBeHHOM ayMbl DefepanbHOro
cobpaHus Poccuinckom depepalinm

DOBIrHY «Menonko-reHeTUYeCKMim HayuHbl
LEHTP M. akagemMumka H. . BoykoBa»

KpynHble deaepasnbHble U permoHanbHble
creunanmanpoBaHHbie MedULIMHCKNE LIEHTPbI

Hay4Ho-3KCNepTHbIA COBET

LKkonbl ANg NnauueHTOB U Bpaven

YKypHan «Peakue 6onesHu B Poccumn» / RaRus
Cant http://www.rare-diseases.ru/

«Pepgkaqa CTpaHa» — UHKJ/TIO3MBHOE COO6LLEeCTBO
nauueHToB, AMarHOCTOB, Bpayen
M Bcex nobpbix nogen

MepBaga peagkasa NMHUA A9 NALUEHTOB
(ropsaunm TenedoH)
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Pepnkune
RARUS:
m B Poccun

Bcepoccuiickoe o6uwecmeo .
opdarHblx 3a00.1e8aHuUil

Obwepoccuiickas o0IIecTBeHHAsA opranu3anus «Beepoccuii-
ckoe obriecTBo opdanHbIx (penkux) 3abosesanuii» (BOO3)
co3iaHa B 2012 TOAy 0 WHULMATUBE MAI[HEHTOB, YWIEHOB UX
cemeii 1 akcrieptoB. Ceronus BOO3 00beuHseT 400 HaIueH-
TOB U3 47 cy0beKTOB PO ¢ 63 penKuMu 3a001eBaHUSIMHU.

I'naBHas 11eJ1b OPraHU3aNUuy — [IOMOYb MMAI[UEHTAM C PeJi-
KHUMU 3a00JIEBaHUSIMHU PEATN30BaTh CBOE KOHCTUTYI[MOH-
HOe IIPaBO Ha JIeYeHre, COBPEMEHHYIO JUaTHOCTUKY, pea-
OHJIUTAIHIO ¥ COIAATBHYIO [TOJIEPKKY.

K peaxum (opdanubiM) 3a6071eBaHUSIM B POCCHU OTHOCST
HO30JIOTUH C PACIpPOCTPAHEHHOCTHIO MEHEE JIECSTH YeJIo-
BEK Ha 100 ThIC. HacesieHusl. [10 OlleHKe SKCIIEPTOB, B HATIIEH
cTpaHe TaKUMU OOJIE3HSMU CTPAJIAeT HOJIee 2 MITH YEJIOBEK.
ITO THICAYU HO30JIOTHH. W 9TO cTpajlaHusA He TOJIBKO I1a-
[MEHTOB, HO TAKKe UX CEMEM, Ha KOTOPBIE JIOXKUTCS OpeMs
WHBAJAAHOCTH OJHOTO U3 OJIU3KHX.

HecmoTpst Ha pa3jinyuie UarHO30B, MAIIUEHTHI CTaJIKUBa-
0TCS C OTHUMH M TEMHU Ke IpobJieMaMu — HeI0CTaTOU-
HOCTBIO HMH(poOpMaIuu 0 3a60J€eBaHUHU, HEAOCTYITHOCTHIO
JINaTHOCTUKH, JIEUEHHS ¥ PeabuInTaIum.

OCHOBHbIE HANPABJIEHUSA PABOTbI B003

« [Mogep:kka U aKTUBHOE yYaCTHE B MPOIBUKEHUHU 3aKO-
HO/IaTeIbHBIX UHUITUATUB B 00JIaCTU PeJIKUX OOJIe3HEH.

» PazpaboTka U BHeJIpeHHE ITPOEKTOB, MIOUNHEHHBIX 10~
HECEHUIO IIPO0HJIeM ITAI[MEeHTOB C PeAKUMH 3a00IeBAHUAMU
JI0 TIpe/ICTaBUTEJIEH OPraHOB BJIACTH, 3APaBOOXPAHEHUS
U IITUPOKOH 00IIIeCTBEHHOCTH.

» CopericTBue B OPMUPOBAaHUU CETH OPTaHU3AIHH, OKa-
3BIBAIOIMX MEIUITUHCKYI0 U JUATHOCTUYECKYIO TIOMOIIh
MaIueHTaM ¢ peIkuMu 3abosieBanusiMu B Poccun.

» OpraHuzaiuoHHasi, WH(GOPMAIIUOHHAA, MTPOCBETUTEIIb-
CKasi, MCCJIEZ0BATEeIbCKasi W JPYTHUe BUJIbI JESATEIbHOCTH,
HaIpaBJIEHHbIE HA YJTyYIlIEHVE KAYeCTBa KU3HU TAIEHTOB.
« [ToMoI11b B pa3BUTHUU B3aUMOEHCTBHU S MEXK /Ty TAI[eHTa-
MH, a TaKIKe MEeK/Iy MpodeccroHaTbHBIMU 00IIIeCTBEHHbI-
MU OpraHU3AIUAMU, 00'beINHEHE TIAI[UEHTOB C PEAKUMU
3a00JIeBaHUAMHU B peruoHax Poccuu.

* MOHUTOPHUHT JIEKAPCTBEHHOTO 00eCIeueH s MaleHTOB
¢ penKuMH 3a00JI€EBaHUAMHU Ha TeppuTopuu Poccuu.

« IOpuiuueckas mojieprKKa MarueHTOB U YJIEHOB UX CEMEH.
» YuacTre B MeXYHAPOAHBIX MPOEKTaX, HalpaBJIeHHbIX
Ha CO3[IaHKE HOBBIX IOAXOIOB K JIEYEHUIO U JUATHOCTHUKE
penkux 60J1e3He.

Bcepoccuiickoe o6uwecmao opdanmbLx 3aboresaHuil:

* 2616 YAEHOM CO8ema 00UecmneeHHbIX OP2AHU3AYULL N0 3auju-
me npas nayuenmos npu Munucmepcmae 30pagooxparerus PO;

* umeem cozaaueHue o compyoxuuecmee ¢ Pocadpasnadsopom;

« noddepacusaem cailm, Ha KOMopom npedcmasieHa uHGopmayusn 01
nayuenmoe o Hogocmsax opgarHoil ompacau 8 Poccuu u 3a pybexcom;

» uzdaem scypHan «RARUS: Pedkue 60oae3Hu 8 Poccuu».

& Bcepoccuiickoe
( obuecTso
Yupeaureib

" A3aaTejib
Bcepoccuiickoe
0611ecTBO OphaHHBIX
(penkux)
3abosiesanuii (BOO3)
Agnpec: 109544, . MockBa,
yi1. Bonpmas AHAPOHBEB-
cKas, 1. 17, KOMH. 514/3
DJIeKTPOHHAA MOYTA AJNA
KOPPECIIOH/AeHIMH:
info@rare-diseases.ru
vooz@bk.ru

OTHPBBHTL TIHUCHMO B peZlak-

M0 MOYKHO TaKJKe Ha caiiTe:

www.rare-diseases.ru

HA/I HOMEPOM
PABOTAJIN
Exkarepuna
3AXAPOBA

Vpuna MACHHUKOBA
Henu IIOT'OCAH
Bepa

BOJIBIITAKOBA

Ll
3000
MEOAWATOP

KpeaTtuBHas rpynma

«MeauaTop 3000»

IIE®-PEJAKTOP:

Enena 3ABbAJIOBA

JTU3AMHEPBHI:
Apcen JAHUEJIb
Caeryana
BOJIYTUHA

JINTEPATYPHBII PE-
JIAKTOP- KOPPEKTOP:
Hpuna YEIIEJIKNHA

Pepakuusa 6Ji1aro-
JAPUT BCeX, KTO IO~
JEeJTUJICA CBOMMH
MCTOPUAMH U HA-
1I€JI BpeMs JaTh

HHTEPBBIO

HubopMupyeMm, YTO MHEHHE
PENAKIMHI MOKET He COBIIa-

JlaTh C MHEHHEM Irepoes.

OrneyaTaHo B THIIOrPadUH
000 «IIpuHT-CTyAHO0»
Tupax sK3.

Howmep 3akasa

PacripocrpaHseTcs GecIIaTHO.

ABTOpCKHe TpaBa 3alUIIeHbl.

Ilepeneuarka MaTepuanos
u pparMeHTOB JOMyCcKaeTCs
TOJIBKO IO COITIACOBAHHMIO C Pe-

JIaKIUel B THCbMEHHOM BH/IE.

HAIITN
ITAPTHEPBI

Bcepoccuiickuii coo3
NaIHeHTOB
0N

AL
"c

MesxperuonaipHas ob1e-
CTBEHHAs OPraHU3aNUs
«Cozleﬁc’mne HHBaJIUAAM

¢ 60s1e3Hb10 I'o111e 1 FIX CEMBSIM»

I‘-:i - l
MesxpernoHanbpHas ob1me-
CTBEHHAs OPraHU3aNUs

«ITomourh 60JIBbHBIM

MYKOBHCI[H/I030M»

\
N7

Bcepoccuiickuit
6J1aroTBOPUTENIBHBII GOH

«ITox darom 1o6pal»

MexayHapogHbIi GOHA
Unique (peaxue
XPOMOCOMHBIE HapyIIeHH 1)

e
P -Pale™

't EURORDIS

R DA TR0

EBpomneiickas opraHu3anus

110 peIKUM 60J1e3HAM

No 17

Mesx/tyHapo/iHasA OpraHu3a-

IS 10 PeIKUM 60JIe3HAM

http://frd-cee.org/ru/
deniepanus NanueHToB

¢ peAKUMHE 3a6071eBaHUMA
u3 [lenTpansHoii u BocTou-

Hoit EBporst

KAK IIOMOYb
HAIIEMY
KYPHAJIY
OGiepoccuiickas
o0uecCTBEeHHAA
opraHusanusa
«Bcepoccuiickoe
001IeCTBO
opdaHHBIX
3a60JIeBAaHUIT»

ITAO «CGepGaHk»
117997, . MockBsa,
yi1. BaBuiosa, 1. 19

(mom. opuc 9038/1577)

Ham cuer:

OTI'PH 1127799005080
WHH 7714400977

KIIII 774301001
PexBu3uTH 6aHKa:

BUK 6aHka mosrydaTess:
044525225

Howmep cuera

GaHKa I10JTyJaTess:
30101810400000000225
Howmep cuera nosyuares:

40703810838060072660

*Rarus (J1aT. — peAKuii).

RARUS PEJKUE BOJIE3HU B POCCUN
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MPOM®ECCHNOHAJTIbHAY KOMAHOA MEOVUMHCKUMX 3KCIEPTOB,
CrNnedmMAIMCTOB MEOUA U PR
MOMOXET B NMNOArOTOBKE KAYECTBEHHOW MEAUNAMPOOYKLUU

#RaRusMedia

BbIMYCK Mo K104 -
OT KOHUENMUUXN 00O TUPAXKA

KOHLIEMNUUU MEOUAMNPOOYKTOB
HAYYHAS 3KCMNEPTU3A, ABTOPUTETHbIE CMUKEPDI
KAYECTBEHHbIE TEKCTbI
YHUKATbHbIVN OU3AWNH
UHDOTPADGUKA
BEPCTKA U NPEAMNEYATHASA NMOANOTOBKA

COOENCTBUE B PACNPOCTPAHEHUU

HEPABHOOYUWMWE - OTBETCTBEHHOCTE - NMPO®ECCHUOHAIINZM

BMECTE C BAMU Mbl ULIEM K TOMY, KTO XAOET NMNOMOLL b
RaRusMedia@yandex.ru




5 PEIRVIE
bOJIE3HN

HOMEPA:

BOAE3Hb MNOMIE:
PEAKUE il TS

HA AOCTHUIHYTOM

2

MYKOBMCLIMAOS —
HOBBIE MAAHBI HA ¥IM3Hb

AOCTYMHOCTb
HMHHOBALLMOHHOT O

= . AEMEHMA: OT 3AKOHA

MH(DOPMAL{MOHHhIH NMOPTAA (Y . KTMAUMEHTY

ORPHANET /| «OP@AHET»

HUCTOPUA HAYKMH:
- . MOAHH KACCHUAHYC MOMIME —
BAM OBLABHUAM AMATHOZ. BPAY 1 FEPOM

KAK C 3TUM HHUTb?

MY!I(OB_HGLIMIB / BONE3Hb NOMNE / NETOYHAS APTEPHANLHAS TUNEPTEH3UA / TPAHCTHPETUHOBAS AMUNTOMAHAS KAPAUOMUONATHA

CAMBbIE [JIABHbIE OPTAHbI HALUET0 OPTAHWU3MA — GEP_HI{E W NETKWE. OHW YACTO CTAHOBATCH MULLEHBI ANd
PEAKWX 3AGONEBAHUA. HO HA HALUWX TA3AX NMPOUCXOQUT OPOAHHAS PEBOJIIOUNA: NOABAAETCA BCE
'BOMLLIE NPEMAPATOB U TEXHONIOTWN, KOTOPLIE 3ACTABNAIOT 5ONE3HbL OTCTYNATH




