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METOA0JIOT'UA

MeTtoabl, HCIIOJIb30BAHHBbIE Il COOPa/CeTeKIIUN 10KA3ATEJbCTB
[Touck B 3MEKTPOHHBIX 0a3aX JaHHBIX

Onuncanue MeTO0B HCIOJb30BAHHBIX IJIs1 c00Pa/cesIeKIHI
A0Ka3aTe/IbCTB

JokazarenbHoi 0a30# uIst MyOIUKaLnK SIBISIOTCS MyOIMKALUH,
Bomenmue B Koxpanosckyro 6ubnmoreky, 6a3pl ganasix EMBASE
n MEDLINE, a Tak e MexayHapoJHble KIMHUYECKUE PEKOMEH1a-
UM 110 TUarHOCTHUKE, JICUCHHUIO U BEACHUIO OOJIBHBIX ¢ MeTabonnye-
ckumu Oone3nsamu. [myOuHa moucka cocrasisiia S J1et

MeTo/1b1 HCIOJIL30BAHHBIE /LISl OLIEHKU Ka4ecTBa H CHJIbI
A0KAa3aTeJbCTB
KoHceHcyc 3kcnepToB;

OLEeHKa 3HAUMMOCTU B COOTBETCTBUHU C PEHUTHUHIOBOM CXEMOMU
(Tabmn.1).

Tabmuna 1.
PeiiTunroBasi cxema JJisl OLlEHKM CHJIbI peKOMEH1aluu
Crenenn KauecTBO noka3zarenbcTBa
pEKOMEH AN

1A. Cunbnas | Coriacyrommecs: TaHHBIE XOPOIIO BBITTOTHEHHBIX
PEKOMEHIa- | paHJIOMH3HUPOBAHHBIX KOHTPOJIUPYEMBIX HCCIIEHO-
1usi. BeICOKO- | BAaHMH WIIM HEONPOBEPIKUMBIE JOKA3aTeNbCTBA B
KaueCTBEHHOE | Kakoil-11bo apyroit popme.

AOKA3aTCIb | [lanpHENIIINE UCCIICAOBAHUS BPS/] JIH U3MCHST yBeE-
CTBO* PEHHOCTD B OIEHKE TIOJIb3bI U PUCKA.

1B. CunbHast | JlaHHBIE paHIOMHU3HPOBAHHBIX KOHTPOJIHPYEMBIX HC-
pEKOMEHIa- | TBITAHUM ¢ Ba)KHBIMH OIPaHUUEHUSMHE (IIPOTHBOPE-
s, Jloka- YHBBIC PE3YIILTATHI, METOIOJIOTHUCCKUE HETOCTATKH,
3aTeNIbCTBO | KOCBCHHBIC MJIM HETOYHBIC), WM OYCHb YOCAUTEIh-
YMEpPEHHOE  |HBIC J0Ka3aTeJIbCTBA B KAKOW-TNO0 Ipyroii popme.

JanpHelimme ucciaeqoBaHus (€CIU OHM MPOBOAAT-
csl), BEPOATHO, OK)XYT BIIMSIHME HA YBEPEHHOCTDH B
OLICHKE I10JIb3bI U PUCKA U MOT'YT U3MEHUTbH OLICHKY.
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Oxkonyanue Ta0InIE! 1.

CrerneHnb
PEKOMCH/ ALK

KauecTBO noKa3arenbcTBa

1C. Cunbnas
peKoMeHia-
nus. Huskuii
YPOBEHb [10-
KazareJbCTBa

Jlannble U3 HaOMIOAATEBHBIX HCCIEIOBAaHNUN, Oec-
CHCTEMHOTO KJIMHHUYECKOTO ONbITa WM U3 PaHjo-
MHU3UPOBAHHBIX KOHTPOJIINPYEMBIX UCIIBITAHHH C ce-
PbE3HBIMH HerocTaTkaMu. JItobas oueHka s dexra
ABJSIETCSl HEONPEISJICHHOM.

2A. Crabas
peKoMeH -
must. Jloka-
3aTEILCTBO
BBICOKOTO
KayecTBa

Coracyromuecs: AaHHBIE XOPOIIO BBITOIHEHHBIX
PaHIOMHU3UPOBAHHBIX KOHTPOJIMPYEMBIX HCCIIEN0-
BaHWH HJIM HEOMPOBEPKUMBIEC JOKA3aTeIhCTBA B
Kakou-1mbo apyroii hopme.

I[aHLHCﬁMHe HCCJIICAOBAHUA BPAJ JIX USMCHAT YBC-
PCHHOCTDH B OLICHKE ITOJIL3bI U PHUCKA.

2B. Cnabas
peKoOMeH1a-
nus. YMepeHn-
HOE KaueCTBO
JI0Ka3aTelb-
CTBa

JlaHHbBIE paHIOMU3UPOBAHHBIX KOHTPOIMPYEMBIX HC-
MIBITAHUN C BaKHBIMHM OTPaHUYCHUSMHE (IIPOTUBOpE-
YHMBBIC PE3YJIbTATbl, METOJOJIOTUYCCKUEC HETOCTATKH,
KOCBCHHBIC HUJIN HeTO‘IHLIe), WJIN OYCHb y6eI[I/ITeJIL-
HBIC JIOKA3aTeILCTBA B KaKOW-THO0 Jpyroit hopme.

Hanbueimue uccneqoBaHusi (eCad OHU HPOBOMST-
Cs1), BEPOSTHO, OK&XYT BIUSHHUE Ha YBEPEHHOCTH B
OLICHKE MOJIb3bl U PUCKA U MOTYT U3MEHUTH OLICHKY.

2C. Cnabas
peKoMeHa-
must. Jloka-
3aTEJILCTBO
HHU3KOI'O Ka-
yecTBa

JlanHbie U3 HAOMIOMATENBHBIX UCCICNOBAaHUH, Oec-
CUCTCMHOI'0 KIIMHUYCCKOI'0 OIIbITa, WM U3 paHOd0-
MHU3UPOBAHHBIX KOHTPOJIUPYEMBIX UCIIBITAHUIH C Ce-
pbhe3HBIME HeflocTaTkamu. JIro0ast orieHka ¢ dexra
SIBJISIETCS HEOTIPEIETICHHOM.

*B tabnuie nuppoBoe 3HaUCHHE COOTBETCTBYET CHJIE PEKOMEH AN,
OYKBEHHOE - COOTBETCTBYET YPOBHIO J0Ka3aTeILHOCTH

WNnnukaroper moOpokauectBeHHOW mpaktuku (Good Practice
Points, GPPs) 6a3upoBanuch Ha KIMHHYECKOM OTIBITE pabodei Tpyti-
TIBI 110 Pa3pabOTKe PEKOMEHIaluii.
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DKOHOMHYCCKHUH aHaIu3 M IMyOIHKaIuy 1Mo (hapMakodKOHOMUKE
HE aHAIM3UPOBAINCEH. Banmumanus pekoMeHIanuii 6a3upopaiachk Ha
BHYTPEHHEH SKCIEepTHON olleHke. KoMMmeHTapuu, mojaydyeHHbIE OT
9KCIIEPTOB, CUCTEMAaTHU3UPOBAINCH U 0OCYKIAINCH TpeiceiaTeNIeM
1 WIeHaMu pabodueit rpymmbl. [IpoekT pekoMeHmanuii OblT perieH3u-
POBaH HE3aBUCUMBIMHU IKCTIEPTAMH.

s OKkOHYATENbHON PENaKIMU U KOHTPOJISI KaYeCTBA PEKOMEH-
JTAIH OBLTHA TIOBTOPHO MPOPETICH3UPOBAHBI WieHAMH padoueil rpyT-
I1bI, KOTOPBIE MIPUIIIN K BBIBOAY, YTO BCE 3aMEUAHMSI 1 KOMMEHTapUHU
MIPUHATH BO BHUMaHHUE, PUCK CHCTEMaTHYECKUX OMIMOOK MpH pas-
paboTKe peKOMEH Al CBEZICH K MUHUMYMY.

Cuna pexoMeHIalliK, YPOBHU J0Ka3aTeIbHOCTH U MHIUKATOPHI
Z[O6pOKa‘IeCTBeHHOI>‘I IMMPAKTUKNU TIPHUBOAATCA II0 XOOY H3JIOKCHUSA
TEKCTA PEKOMEHIALUI.

OIIPEAEJIEHHUE

I'mnepdennnananunemusa (I'®A) — rpynma ayTOCOMHO-
peleccUBHBIX 3a00eBaHUi, 00yCIOBICHHBIX HapylIeHHeM oOMeHa
HE3aMEHUMOW aMUHOKHCIIOThI (peHmnananuHa (DA), mocrynaro-
el B OpraHu3M 4ejioBeka ¢ OenkoBoil mumeil. DA oObenuHseT
HECKOJIbKO TC€HETHUYECKU TeTePOreHHBIX (OpM HapylIeHHs: oOMeHa
(eHnIanaHnHa, CXOAHBIX MO KIMHUYECKUM IMpPU3HAKAM: KJIACCH-
yeckas (enmakeronypus (®KY), oOycinorineHHas neduiiuTom
¢denmnananun-4-rugpokcmwiazel (DAI) u runmepdeHwsianaHuHe-
muu (I'®A), cBsi3aHHBIE ¢ HapylIGHUEM OOMEHA TeTparupoOHo-
nrepuna (BH,).

KO/ mo MKB-10
E70.0 Knaccuueckast peHUIKETOHYPHS

E70.1 [pyrue Buapl runepdeHnnaiannHeMuu



SIMNIAEMHOJIOI'UA

Yacrora OKVY 3HauMTENIbHO BapbUPYET B 3aBUCUMOCTH OT T1O-
mynsuu: oT 1:4370 B Typrmuu mo 1:80500 B Smonnu. HamGoms-
IIyI0 pacmpoCTPaHEHHOCTh 3a00JieBaHWE TIOIYUYHIIO y JIUI] €BpO-
MEOUHON pachl, OTHAKO, U y HUX €ro 4acToTa CyIIeCTBEHHO Ba-
pPBUPYET B Pa3IMYHBIX PETHOHAX M ATHUYECKUX rpynmnax. [lo maH-
HBIM €BPONIEHCKUX IEHTPOB CKPUHHUHTA (PEHUIKETOHYPHH, 9aCTOTa
3a00eBaHMs B BOCTOYHO-EBPOTICHCKON MOMYIISINY BEIIIE, YeM B
MOMyJISUMAX 3amaja u roro-zanajga EBponsl. Tak, yactota OKY
B Wpmaramgnu cocrtasnsget 1:4500 HOBOpOXACHHBIX, B OTOCIAaBHH
1:7300, Torma xak B Urammm 1:12280, I'perun 1:18640. B Ckan-
JUHaBCKUX nomymsinusax yacrota OKVY wuckiatouuTeNnbHO HU3KA,
ocoberno B @unnsauaauu (1:71000) u Lserun (1:43230). B Poc-
CHU TIO JaHHBIM HEOHATAJIHHOTO CKPHMHHWHTA YacTOTa (PeHHMIKETO-
Hypuu coctaisieT 1:7000 u komedmeTcs B pa3IUIHBIX PETHOHAX
ot 1:4735 B Kypckoii obmactu 1o 1:18000 B Pecmryonuke TriBa. B
Canxr-IlerepOypre gactora ®KY 1:7600 HOBOpOKIEHHBIX, B Mo-
ckBe 1:6772. Hanbosee gacTo BCTpedaeTcs: Kiiaccuaeckast ¢popma
OKY, Ha momt0 NTepruH-3aBUCUMBIX (hopm mpuxoanutes 1- 3% ciy-
YyaeB runepeHmIaraHnHeMUH.

ITHOJIOT U,
MMATOTEHE3,
TUT HACJIEJTOBAHUS

DeHuKkeToHYpusi (B coBpeMeHHOW Kiaccubukanun - DAL
3aBucuMas OKVY) oOycrosiena medpururoM ¢GepMeHnTa deHumama-
HuHTHApPOKCHIa3sl (PAID), mpuBoASIIMM K HAKOIUICHHIO B OHMOJIO-
TUYECKUX JKUIKOCTIX (peHmmananuHa (runeppeHmiaTaHnHeMIN) |
MIPOIYKTOB €T0 pacrana. 3a00ieBaHNe BBI3BAHO MyTaluel reHa de-
HUJATaHUHTAAPOKCHIa3bl (PAH), JTOKaTu3yIOMEerocss Ha JIMHHOM
Ieue XpoMocoMel 12, yaactke 12q22-q24.1.
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Hapymenusi o0MeHa TeTparuipo0uonTepuHa — reTeporeHHas
rpymna runeppeHnnaJaHiHeMUIECKIX COCTOSHUM, BbI3BaHHAs Jie-
¢unuTOM 0OJHOTO U3 (HEPMEHTOB, YUACTBYIOIIMX B LIEIH OMOXUMUYE-
CKUX MpeBpalleHuid TeTparuapoonontepuna. Jledumur unu neno-
CTaTOYHAs! aKTUBHOCTH (DEPMEHTOB SIBJISIIOTCS PE3YABTATOM MYyTaLUi
B COOTBETCTBYIOIIMX IFEHAX.

B Hacrosimee Bpems H3BECTHO HecKonbko popm BH, nedpunmt-
HBIX ['OA:

1. BH,-nepuuurnas I'@A (tun A) 00ycaoBiIeHa HEAO0CTATOYHOCTBIO
6-nmupyBounTerparuapontepuracunTassl (PTPS), ywactByromeit
B TpolLlecCe€ CHHTE3a TeTparuapoOHoNTepuHa M3 JAUTHAPOHEO-
nrepuntpudocdara. 3abosieBaHHE BBI3BAHO MYTalUEH CTPYK-
TypHOro rea PTS 1uTO30/1bHON 6-TTMPYBOMITETPATHIPOIITEPUH
CHHTa3bl, YTO MPUBOANT K €€ HEJOCTATOYHOCTH B TIEYEHH U IPU-
Tpouutax. ['en PTS pacnoyiokeH Ha JIJIMHHOM ILICUE XPOMOCOMBI
11 B paifone q22.3-23.3.

2. BH,-nepuuurnas I'®PA (B) Bcioeactsue HEIOCTaTOYHOCTH
rya"o3uH-Tpudocdar-unkinoruaponassl | (GTPCH I), kogupyro-
LU TeH PacmoNoKeH Ha XxpomocoMme 14q22.2.

3. BH,-nepuunrnas I'PA (C) obycnosnena aepuuurom Iuruapo-
nrepuanapenykra3sl (DHPR), BenencTBie KOTOporo pa3BUBaroT-
cs1 MeTaboTMIeCcKre OJIOKH Ha TMYTAX TpeBparieHus GeHuIaIanm-
Ha B TUPO3WH, a TaKKe 00pa30BaHUs MPEIICCTBEHHUKOB HEHPO-
MEIMaTOPOB KaTeXOJIaMUHOBOTO M CEPOTOHMHOBOTO psiia L-modbt
n S-okcurpuntodana. 3aboneBaHre BBI3BAHO MyTallded CTPYK-
TypHOro redia QDPR 1iuT030/1bHOM AUTHAPONITEPUIUHPETYKTA3bI.
I'er QDPR nokanu3oBan Ha xpomocome 4p15.3.

4. BH4-ne(p1/1umHaﬂ I'®A (D) paszBuBaeTcsi BCIEACTBUE HEAOCTA-
TOYHOCTH NTepUH-4-anbda-kapounonamunaeruaparassl (PCBD),
KOTOpPBIE BCTPEUAIOTCSI PEIKe.

5. BH 4—)16(1)I/II_II/ITH3.$I I'®A BciencTBue HETOCTATOYHOCTH CEITHAIITE-
puHpenykrassl (SP).



Tun macmenoBanms Bcex Gopm 'PA m OKY — ayrocomuo-
pelLIeCCHUBHBIM.

B HOpME B opranu3me 4enoBeka OCHOBHOE KOJIMYECTBO (eHHIIa-
JaHWHA YTWIM3HPYETCS IyTeM MPEeBPAIEHHsI €r0 B TUPO3UH, KOTO-
PBIH B CBOIO OYepellb CITY’)KUT CyOCTpaTOM JUIsl CHHTE3a OMOTEHHBIX
aMHHOB W MeJaHuHA. JIMIb HeOOoMbIIoe KOIMYeCTBO (eHMITaTaHnHA
UCToNb3yeTcs Aiist cuHTe3a Oenka. [Ipespamenue L-dennnanannna
B L-THpO3MH OCYIIECTBIIIETCS C MOMOIIBIO (epMeHTa (PeHuaa-
HuHaruapokcunasel (OATL).

B ocHoBe martorenesa runepeHUIATAHUHEMHUH JEKUT OJ10-
KMPOBAaHUE TUAPOKCHIMPOBAaHUS (peHUIIATIAHUHA U TPEBpaILCHUS
ero B TUpO3HH. [IpsMBIM cleaCcTBHEM HapyLICeHHs] THAPOKCHIIN-
pOBaHUs ABISIOTCS HAKOIUICHHE (PeHMIIalaHMHA B KPOBH M MOYE U
CHIDKEHHE 00pa30BaHUsl TUPO3MHA. Y HEJICUCHBIX JIHI C (eHHIIKE-
TOHYpUEH 1 ee BapuaHTaMH, 00yCIIOBICHHBIMU HEJ0CTATOYHOCTHIO
TETParuIpoONOITEprHA, KOHICHTpaus (eHUIallaHuHa B IJ1a3Me
JOCTUTACT YPOBHS, JOCTaTOYHO BBICOKOTO AJISi aKTUBAILIUH aJIbTep-
HAaTMBHBIX IyTed MeTabonu3ma ¢ oOpa3oBaHueM (EHMIIUPYBATA,
¢denmnanerara, peHnIIakTaTa U APYyrux NPOU3BOJHBIX, OKa3bIBAIO-
X TOKCHYECKUH 2P PEeKT Ha pa3nTuvyHbIe OpraHbl U TKaHu (puc.l).
B naunbonblieii cTenenn cTpafaoT CTPYKTYPbl LEHTPaIbHON HEPB-
HOH CUCTEMBI.

BripakeHHOE TOBPEXKICHUE MO3Ta MOXKET OBITH CBS3aHO C Psi-
oM 3P heKToB M30bITKA (heHUITATAaHWHA: JUIICHUEM MO3ra JIPYrHx
AMUHOKHUCIIOT (4TO OOBSCHSETCSI, BEPOSITHO, TOPMOKCHHEM HX BCa-
CBIBaHUS B KEIYIOYHO-KUIIICIHOM TPAKTe WM HApyIICHHEM peao-
COpOITMH U3 MMOYCUHBIX KAHAJBIIEB B YCIOBHUIX H30BITOYHOTO COMEP-
ykaHusl (heHUIIaTaHUHA B KHUJIKHX CpellaX OpraHnu3Ma), HEOOX0IUMBIX
JUIsL CUHTe3a Oelika, HapyllIeHHeM 00pa30BaHUs MM CTA0MIN3alluu
MOJIUPUOOCOM, CHHIKCHHEM CHHTE3a MHUEIMHA W HEI0CTaTOYHBIM
CHHTE30M HOpPaJIpEHAIMHA ¥ CEPOTOHMHA, UTPAIOIITUX UCKITIOUUTEITh-
HO BKHYIO POJIb B CO3PEBAHUH U (PYHKIIMOHUPOBAHUH IICHTPATEHOM
HEPBHOU CUCTEMBI.



DeHnTalaHuH TPEICTABIAET COO0H KOHKYPEHTHBIH HHTHOUTOP
THPO3HWHA3BI — KJIFOUEBOTO (pepMEeHTa Ha IyTH CHHTE3a MEJIaHWHA.
bnokanma »Toro myTH Hapsay ¢ YMEHbBIIEHHEM JOCTYMHOCTH Ipe-
IMECTBEHHNKA METaHWHA (THPO3WHA) OOYCIIOBIMBACT HEIOCTATOY-
HYIO IIATMEHTALINIO BOJIOC U KOXKH.

AxTtuBHOCTE DAl 3aBHCHUT OT TpPEX OCHOBHBIX KO(DAKTOPOB:
®AT'C, rerparuapobuontepuna (BH,), MonekynspHoro Kuciopo-
na. HauGonpliee 3HaYeHUE W3 HUX UMEET TETParupoOHOINTEPHH.
@yHKIHA 3TOro Ko(akropa 3aKII04aeTcsi B JOCTaBKe KHCIOPOAa K
akTuBHOMY 1IeHTpy DPAI, B KOTOPOM MPOUCXOANT PEaKLrs TUAPOK-
cuMpoBaHusl (QeHmnanannHa. VHBIMH ClIOBaMH, TeTparuapoowo-
NITEPUH CIYKHUT BOCCTAHOBHUTEIIEM JJIs1 MOJIEKYJISIPHOTO KHCIIOPO/ia B
nporieccax BCTpamBaHUsI ero B psiji cyocTparoB ((peHunananuH, Tu-
posuH, TpuntodaH). bruonrepuH-3aBUCUMBIMH MOHOOKCUTEHA3aMU
TaKXKe SIBISIIOTCS TUPO3WHOBAS U TPUNTO(DAHOBAS THUAPOKCHIIAZBL.
Peaknunu, B KOTOPBIX OHONITEPUH UTPAET POJIb Ko(aKkTopa, mpercTan-
JIeHBI Ha pUCYHKe 2. B mporecce 3TuxX peaxiuii Kohakrop mepexoauT
B JUTUAPOPOPMY - TUTUAPOONONTEPHHXUHOH.

0, H,0

CH;-CH—COOH HO CH—~CH—COOH

NH, Denunananun- NH,
®EHUJIAJIAHUH 3""’”;;‘22’{””“ THPO3HH
H,-0montepun H,-0uontepun
(5, 6,7, 8-TerparuapoduonTepuH) (7, 8-AurnipoduonTepuH)

Jluzuopobuonmepun-
peoykmasa

NADP* NADPH+H"

Puc. 1.Peakuus (1)—npeobpa3oBanne GpeHmiatanuia B TAPO3KH IO
neiicteueM QepMmenTa QenmnazanuHruapokcunassl (PAI);
peakuust (2) — Terparuapoduonteput (B nmpucyrcTBun Fe?")
nox JAedcTBHeM (epMeHTa TUTrHAPOOHONTEPUHPEAYKTa3bl
OKHCIISIETCsl 10 00pa30BaHMs AUTHAPOOHOIITEpUHA.
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l'yaHo3uH Tpudocdar (GTP) BH,
lyaHo3uH mpugbocgpam CuHmMes
2udponasa (GTPCH)
OurngpoHeonTtepuH Tpudocdar
IMupysoun mempazudponmepuH IT® uuknormaponasbi-|

cunmemasa (PTPS) perynu'ropublﬁ 6enok (GFRP)
6-MupyBoun TeTparnagpontepud —> HeonTepuH

CenuanmepuH
pedykma3sa {SR}

TeTparmppo6uontepuH Oeuunanauuu Tuposuu Tpuntodan ApruHuH

(BHA) 1'
HueudponmepuH
pedykmasa Okucu
(DHPR) PeHunanaHuH Tupu3uH TpunmogpaH
eudpoxcuﬂasa 2udpoKcunasa  2udpokcunasa gsoma
cuHmasa
4a-kapbuHonamuH l l/ i
5-ruapokcu

deeudpama3sa LA
-fona
Q-avrnapo- (PCD) MNtepuH-4a- Tupoau Tpumofan u"i’m’g‘""
6uonTepuH Kap6uHonamuH
¢ ‘L [Oonamun CepoTOHUH
Buonteput MpumanTepuH lfomoBaHunuHoBas 5 —-ruppokcumHaon
Kucnota (HVA) yKcycHas Kucnota (S5HIAA)

BH, eoccmaHoesieHuUe

Puc. 2. Ponb TerparuapodbuonteprHa B THAPOKCHINPOBAHUN apoMa-
TUYECKUX aMUHOKHUCIIOT.

KIIACCU®OUKALIUA

Jlo mosiBeHus JaHHBIX MOJIEKYJIIPHO-TEHETHUECKHUX UCCIIEe0Ba-
Huii [DA cuntanock, 4YTo TSHKECTh 3a00JIEBaHUS U CTEIICHDb MOpa-
YKEHMs MHTEJUIEKTa 3aBUCST TOJIBKO OT ypoBHS DA B KpOBH, UTO TeC-
HO CBSI3aHHO CO CTEIICHBIO aKTUBHOCTH (pepMeHTa. Ha 3T0i 0cHOBE
ObLIa MPEUIoKEeHA U BHEJPEHa B MPAKTUKY MEIUKO-TEHETHUECKOTO
KOHCYnbTHpOBaHusl kinaccupukamusa ['DA, Gasupyromiascs Ha TO-
Kazaremsix ypoBHS @A B KpoBH 0e3 ydera CTENEHM YMCTBEHHOMH
OTCTAJIOCTH WJIM APYTHX KIMHUYECKUX TPOSBICHHN 3a00J1eBaHUS
(Tabm. 2).
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Tabmuma 2.
Pa6ouas kiaaccudukamus ©®KY,
o0ycJyoByieHHOM nepuunToM PAT, B 3aBMCUMOCTH OT YPOBHSA
dennsianannHa KPOBU /10 JIeYeHUA*

YpoBeHb
(heHmnananuHa B

®dopma 3a00eBaHUS o
CBHIBOPOTKE KPOBU

MKMOJIB/JT | M/
Jlerkast runepdeHuIaTaHnHEMUs
(TDA, e DKY) 120-600 2-10
YmepenHas (Msrkasi, cpennsis) PKY 600-1200 |10-20
Kiraccnueckas (Tsoxenas) OKY >1200 >20

* - C.R. Scriver u S.Kaufman 2001, WB Hanley 2004, N Blau 2014.
**. ko3¢ GULMEHT repecueTa MKMOJIB/JT B MI/11 paBeH 60.

Jezkan zuneppenunananunemusn (I'A, ne ®KY) tpedyer Ha-
Omronenus U nposeneHus quddepenuuanbHoi tuarnoctuku. Crpo-
TOT0 AMETUYECKOTO JiedeHus pu 3Tok popme ['DA, xak npasuiio, He
Ha3HAYaIoT, XOTS B HOCJIECIHHUE IO/ibl PEKOMEHIYIOT HAaYHMHATh Jiede-
Hue npu yposHe DA B kpoBu >360 mxmons/i (N. Blau, 2014). letu
c nerkoit popmoit ['A momKHBI HAXOUTHCS 0] CUCTEMATHIECKUM
HaOII0IeHUEM Bpada B TEUCHHE IEPBOIO rofia XKU3HU C KOHTPOJIEM
ypoBHst PA KpoBH, IPOBEACHUEM HEOOXOAMMBIX JHATHOCTHYECKUX
MEPONPUATHH C LENBIO UCKITFOYSHHS TITePUH-3aBUCUMBIX (popm ['"DA
U BBIOOpA abHEHIICH TAKTUKY JICUCHUSL.

Ymepennaa (mazkas, cpeonasn) @KY noppasymeBaer coxpa-
HEHHME YaCTUYHOW aKTUBHOCTH (epMeHTa (eHHMIIaTaHMHIHIPOKCHU-
na3sbl, TpeOyeT Ha3HaYeHUs THIO()EHUIAIAHMHOBON INUETHI, a TAKXKe
MPOBEJCHHUS TECTa Ha UYyBCTBUTEIBHOCTD K TEPAIMU CHHTETHUECKUM
AQHAJIOTOM TETParuipoOHoNTepuHa — CalpoNTepHHa TUAPOXJIOPHU-
JIOM C LIEJIbI0 €T0 Ha3HAYE€HUsI COBMECTHO € TMIIO(EHMIIaTaHUHOBON
JIueTol uiu 0e3 Hee.

Knaccuueckan (maxcenas) @KY obycioBieHa MUHUMAILHOM
AKTHUBHOCTBIO (hepMeHTa, TpeOyeT Ha3HaueHHs CTPOrOd runodeHu-
JIaJJaHMHOBOM UETHI, a TAaKKe MPOBEACHUS TECTa Ha YyBCTBUTEIb-
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HOCTh K Tepaniy CHHTETUYECKUM aHAJIOTOM TETParuIpoOHONTepu-
Ha — camponTepuHa IUTHIPOXJIOPHIOM C IENbI0 €r0 Ha3HAuYeHUS
COBMECTHO C TUIIO(CHITAIAHHHOBOM TUETOM.

Ha ocHoBe pe3ynsraToB MOJEKYISPHO-TEHETHYECKUX HCCIIe-
JIOBaHUI CO3/laHa COBPEMEHHAsI KJIaCCH(UKAIUS, TPEICTaBICHHASL
B MeauruHCKoN 6a3e maHHBIX OMIM, KOTOpasi XOpoIIo OTpakaeT

stuonarorenes ' @A u ®KYVY (tadm 3).

Tabmuma 3.
ITHonaroreHeTuyeckas kiaaccupuxanusa OKY u FDA*.
Kox Haspanue DepMeHT I'en niI;; a];ﬂ
OMIM naToJ0ruu P 5
reHa
OAT 3aBucumas pe- | permmananms- 12a22-
261600 | aunkeronypust (PKY, |4-ruapokcunaza | PAH 2q4 )
DAI" nedurmr) (PAH) 4o
I'inepdennnananmne- | 6-NUPyBOHII-
261640| M1 BH,-nedumr, A | TeTparuapo- PTS 11922.3-
(®enunkeronypus Il | mrepuHCHHTa3a q23.3
THTIA) (PTPS)
ryaHO3MH-
233910 INunepdennnanannne- | tpudocdar- GCHI 14q22.1-
must, BH,-nepuunr, B | muknoruaponasa q22.2
(GTPCH)
l'unepdennnananvne- | AUTHIPO-
261630 MU, BH4-,ue(1)I/1uHT, C |nTepunun- QDPR| 4p15.31
(®ennnkeronypus 11 | penykrasza
THTIA) (DHPR)
lunepdennnana- E;egﬁi)t:;;if_
264070 Humemus, aelsnz[paTEBa PCBD| 10922
BH 4-):[e(1)1/IHI/IT, D (PCD)
l'unepdennnananune- | cenuanTepuH-
182125 wus, BH -nedmmr | penykrasa (SR) SPR |1.1.1.153

*http://www.ncbi.nlm.nih.gov/omim/?term=HPA
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DeHnJIKeTOHYpHUsI, 00yciioBjIeHHasi Jeduuurom ¢epMeHTa
®DAT, BcTpeuaeTcst B OOJIBIIMHCTBE CIIydaeB TUIepeHIIaIaHuHe-
MUH, BBISIBJICHHBIX B XOZIe HEOHATAIBHOTO CKpUHUHTA (97-98%).

I'mmepdennnanannHeMun, CBI3aHHbIE ¢ HAPYIIEHHEM 00MeHa
TeTparyapodouonTepuHa (panee Ha3biBaeMble «aTunuynasa OKY»)
COCTaBILIIOT OKOJIO 2-3% Beex ciydaes I'DA. Dtu cocrosHus 00yciioB-
JIeHbl Ae(ULUTOM Pa3NUYHBIX (EPMEHTOB, YYACTBYIOIIMX B CHHTE3E
WIM BOCCTaHOBJICHMM TeTparuapobuontepuna (BH,). BH4 ssnser-
sl KO()aKTOPOM HECKOJIBKMX BayKHBIX (DEPMEHTOB, B IIEPBYIO O4YEpelb
(beHnIaTaHMHUAPOKCUIIA3hl, & TAKKE THPOZHUHTUIPOKCHUIIA3bI, TPUIITO-
(anruapoxcunasbl M CMHTa3bl okcuga asora. BH -3aBucumbie hopmbl
OKY HMEI0T CXOMHBIE KIMHUYECKNE TIPOSBICHNUS C HEJIEYEHOHN KIIacCh-
yeckoir OKV. Ilpu 3tix popmMax 0CHOBHYIO pOJIib B [TATOTEHE3E UTPacT
pe3Kas HeOCTaTOYHOCTh HEHPOMEINATOPOB KATEXOIaMHHOBOTO U Ce-
POTOHMHOBOIO PAZa, IO3TOMY MOHOTEpAIHs AUETOH HE JAAET HOJIOKH-
TENBHOTO pe3yibTara. [laroreneTnueckn 000CHOBAHHOW Tepanuei s
TaKuX OOJIBHBIX SABIISETCS Ha3HAYEHUE CHHTETHYECKOro ananora BH, —
CaIpONTEpUHA AUTUIPOXIOPHUIA, KOTOPBIN UCIIONIB3YETCS B KOMIUIEKCE
¢ auerorepanuei wim 0e3 Hee (B 3aBUCUMOCTH OT (DOPMBI OOJIE3HH) U
CHUMIITOMAaTn4eCKOi MEMKaMEHTO3HOM Teparuen.

Jpyrue runepeHHJIATAHMHEMHH MOTYT BCTpPEUaThCsl IPH
Pa3InYHBIX PU3HOTOTHYECKUX U MATOJOTMYECKUX COCTOSHHUSX.

Tpanszumopnasn ghopma I' DA B iepro1 HOBOPOXKIEHHOCTH - Bpe-
MEHHO€ NoBbilIeHue ypoBHs DA B kpoBH peOeHKa, B OOJIbIIMHCTBE
ciydaeB 0OYCIIOBIIGHHOE HE3PENOCThI0 (PEPMEHTATUBHBIX CHCTEM
HOBOPOXKJIEHHOTO (HarpuMep, MpH TITyOOKOH HETOHOMIEHHOCTH HITH
¢byHKIMOHaNBHON He3pesocTn). IlpoBomupyrommmMu  daxropamu
Pa3BUTHUS 3TOTO COCTOSIHUA y MJIaJIeHIa ABJISIOTCS MPEXKIEBPEMEH-
HBIE POJIBI (BCIIEACTBHE YErO HE YCIIEBAET MOBBICUTHCS aKTUBHOCTD
naparuapoKkcu(peHUINNPYBATOKCUIA3bl) M YpEe3MEpHOe yrnoTpedie-
HUe OEeNKOBOW MUIIM Marepblo. B pesynsrare HalOmiomaeTcs MOBBI-
IMeHHasT TPOAYKIHs CyOcTpaTa, WHTHOUPYIOMIETO COOCTBEHHBIHN
(epMeHT, BCIEACTBHE YEero YpOBEHb THPO3MHA U (pEHMIIAJaHWHA
B KPOBHM YBEIMYMBAETCS [0 MATOJIOTMYECKUX 3HaYeHWH. Briocnen-
CTBMM OMOXMMMUECKHE IOKa3aTesin HopManusyrores. Kimanueckue
MPOSIBJICHHUS JINOO OTCYTCTBYIOT, TMOO OYCHb HE3HAYUTEIBHBI.

14



lunepdennnananuHeMusi, CONPOBOKIAKIIAS MOPAKEHUE
NeYeH! Pa3JIMYHOi ITHOJIOTHM (BUPYCHOE, MEIMKAMEHTO3HOE,
TOKCHYECKOE) W JIpyrue HacleICTBEHHbIC HapylIeHHs oOMeHa Be-
1iecTB (JCHLIMHO3, KJIacCCHYeCcKasl TalakTO3eMusl U JIp.), UMEET BTO-
PHUYHBIN XapakTep.

JTUATHOCTHUKA

buoxumuueckue MeTOAbI TUATHOCTHKH

Bce ¢popmbl ['DA MOKHO THarHOCTHPOBATH YKE B [IEPBbIC HEACTN
WIN JJaKe THU JKU3HHU PeOeHKa, KOTa KIMHIUYECKHE MPOSIBIICHUSI eIe
OTCYTCTBYIOT. J{Js1 3TOr0 MpOBOIAT OMOXMMHUYECKHI CKPUHUHT HOBO-
POXXICHHBIX Ha HaMuue runeppenmnanannaemMun. [logpoOHas cxema
[IPOBEJICHNS] HEOHATAILHOTO CKPUHUHTA PEJICTABIIEHA HAa PUCYHKE 3.

PoanabHbIif oM (CTAHHOHAP, MOJUKINHUKA)
Coop 00pa3moB kposwu, foctaBka B MI'K

Jladoparopusi maccoBoro ckpunuira MI'K
Omnpenenenue @A B CyxoM MsATHE KPOBU
|

| |
[ DA <2,0 mr/mn ] [ DA 2,1-4,0 mr/mn

] [ DA > 4,0 mr/oa ]
{
[ Buank-perecr | [purnanienue
T pebenka B MI'K,
v [ | IPOBE/ICHHE,
HOpMaje—{DA < 2,0 mr/mi] (DA > 2,0 mr/mi}— i{glfg’é}(?#}iﬁ
[ I I
(A 2,1-10,0 mr/nn] [ A 10,1-20,0 mr/an [ ®A =20 mr/nn |

! ! ] |
Jlerkas I ®A IITepun- Vmepennasi] (Knaccuueckas
3aBucuMas [ DA KY DY

! ] }

y
Haomonenne 8 MI'K
Menuko-reHeTHYECKOE KOHCYJILTHPOBAHME

Puc. 3.Cxema HeoHaTalbHOTO CKPWHUHTAa Ha (EHHUIKETOHYPHIO.
MI'K — MeuKo-reHeTHUeCKasi KOHCYbTaLMs
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B MupoBoll mpakTHKe MaccoOBOTO 0OCICIOBAaHUS HOBOPOXKICH-
HBIX Ha (DEHWIKETOHYPHIO BBIJEIISIOTCS J[BA dTara: ONpeielieHue
ypoBHS (eHWIATaHnHA (TakKKe COOTHONICHHS (eHWITaTaHWH/TH-
po3uH) B KpoBH W muddepeHnnaabHas THarHOCTHKA BBISBICHHBIX
dbopm ['DA. i1t onpeniesicHus copepkaHust GeHmIaTaHnHa B KPOBH
HOBOPOXKJIEHHOTO pe0EHKAa HWCIOJIB3YIOTCA pa3Hble METOIUYECKHE
TTOTXOIBI:

1. ®dawopumMeTpusi — KOJIWYCCTBEHHBI OMOXUMUYCCKHA METOJ
onpeenacHus GeHUIaTaHUHA B KPOBH C TIOMOIIBIO COBPEMEHHBIX
aBTomMarndyeckux (uroopumerpoB. IIupoko HCmoNb3yeTcs s
MIPOBEACHUS MAaCCOBOTO aBTOMATU3UPOBAHHOTO CKPHHUHTA.

2. Tanpemuasa Mmacc-ciekTpomerpusi (TMC) — ananuTudeckuii
METOJl UCCIIeJOBaHMsI, OCHOBAaHHBIH Ha OINpPEJCeICHUH OTHOLIE-
HUSI MAcChI K 3apsily HOHOB, 00pa3yIoluxcs Py HOHU3AINHN HC-
CJIelyeMbIX KOMIIOHEHTOB ITPOOBI, OCYIIECTBISIET Ka94eCTBEHHYIO
W KOJMYECTBEHHYIO HJCHTU(PHUKALNIO aMUHOKUCIOT. Mertoq
TMC obnanaeT TeM NPEeUMYILECTBOM, YTO B OJTHOH IpoOe 1Mo3Bo-
JSIET ONPEACISITh KOHIIEHTPAIMIO ¥ (heHUIalaHMHA U THPO3WHA.
Omnpe/iesieHre OTHOIICHHSI KOHIIGHTpaluy (peHuIalaHuHa K KOH-
ueHTpanuu Tuposuna (nmpu @KV Gonee uem 1,5) nmozposnser 3Ha-
YUTEIILHO CHU3HUTH YUCIIO JIOKHOIOJIOKUTEIBHBIX PE3yIbTaTOB.

bronornyeckuM mMartepuanoM IJisi BCEX HUCCIICAOBAHUI CITyKar
BBICYLLICHHBIE IISITHA KAWUISIPHON KPOBH HOBOPOXKICHHBIX Ha TECT-
6nankax. [logpoOHoe ommcanue mpaBuit 3a00pa KPOBH TpeACTaBIIe-
HO B [Ipunoxenun 1.

I'maBHBIM KpuTepueM s AuarHOCTUKH [ DA SBIIETCS TOBBI-
ImeHHoe conepkanne dheHnnarannaa B kKpoBH (I-if atam). g Bcex
yKa3aHHBIX METONOB ypoBeHL DA B KpoBHU UenmoBeka Beime 2,0 mr/
11 (120 MKMOJTB/IT) paccMaTpHUBAIOT Kak THNep(eHmIaIaHHHEMHUIO.
['®A ¢ yposraeMm Bermie 10,0 mr/mr (600 MKMOJTB/TT) OTHOCST K pas-
mraaeM hopmam OKY.

Huddepennmansuas auarnocrtuka (II-it sram) ®KY mposo-
auTces ¢ nobpokadectsenHod I'DA, BH, -3aBucuMbIME (opMaMu
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I'®A, Tupo3uHeMueil, rajJakrozeMuei, 3adoeBanusaMu medeHu. C
nenpio auddepeHnanbHON MArHOCTUKH TTPOBOAUTCS OIpe/iene-
Hue ypoBHd DA u TUpO3WHA B KPOBHU METOJIOM TaHJEMHOMN Macc-
crexrpomerpuu. s OKY xapakrepeH HU3KUH YpOBEHb THUPO-
3uHa. llpn BBICOKOM YypOBHE THpPO3WHA HEOOXOAMMO HCKIIIOYUTH
TUPO3MHEMUIO U HapylieHne (pyHKIHUU MEeYeHH, TP HOPMAIBHOM
YpPOBHE THpO3WHA - OmonTepuH-3aBucuMyto hopmy ['DA. Ilocie
MTOATBEPKACHUS Y HOBOpOXKAeHHOTO DAI-3aBUCHMO¥ THIIEpPEHU-
JaJaHMHEMHUH BCEM JETSIM PEKOMEHOBaHA KOHCYJbTAIlUS Bpada-
reaetrka B MI'K mist pemrennst Borpoca 0 HEOOXOIUMOCTH TIPO-
BEJIEHUS TeCTa Ha MMOTCHIIHAIbHYIO YYBCTBUTEIHLHOCTH K CAIpoIITe-
puHa muruapoxaopuny (Kysan), mocne yero Ha3Ha4aroOT JieUEHUE.
YpoBens (heHnIaTaHWHA B KPOBH JI0 HaYaJla TECTUPOBAHUS TOJDKEH
OBITH >450MKMOIIB/1.

C nensro qudpepeHnuaaTbHON TMarHO CTHKY TPOBOIUTCS OTIPe-
neneane ypoBHsS MDA 1 THpO3MHA B KPOBH METOJOM TaHJIEMHOMN
macc-cnexkrpomerpun. s @KV xapakrepeH HU3KUN ypOBEHb TH-
po3uHa. [Ipu BEICOKOM ypOBHE THPO3WHA HEOOXOAUMO HCKITIOYUTH
TUPO3MHEMHIO U HapylieHne (pyHKIHUN MEeYeHH, TP HOPMAIbHOM
ypoBHe Thpo3una - BH,-3aBucumyto popmy I'DA. Otianuuts Kinac-
CHUYeCKyI0 (PeHUHATAHMHEMHIO OT €€ JOOPOKauyeCTBEHHBIX BapHaH-
TOB TIOMOTAIOT TOCJEI0BaTeNbHbIE CEpUIHHBIE OMpEeNeIeHHs] KOH-
nentpamuu A B muasme. [lpu TpansutopHoit @A ypoenr OA
HOopManusyetcs B Tedenne 3-4 mec. [1pu no6pokagectBennoit ['GA
JTUETUYECKNE OTPAHWYEHHUS COMPOBOXKIAIOTCS Ooliee 3aMETHBIM
cHIKeHneM ypoBHS PA B mutazme, yeM npu kinaccuaeckoir PKV. YV
Kaxoro pebenka ¢ DA, y KoToporo, HECMOTpPSI HA paHHHUN JIHa-
THO3 M JIMETHYECKOE JIEYeHHE, MMPOTPECCHUPYIOT HEBPOIOTHUECKUE
MIPU3HAKH, CIEAYET IMO03PEBaTh HENOCTATOYHOCTh TETParupoou-
OTITepHHA.

Ipu neobxooumocmu 05 nposedenus ougp@epeHyuanrbHou oua-
CHOCMUKU, OnpeoelieHue 4y8CmEUmenbHOCmu K Canponmepuna ou-
2UOPOXIOPUOY U HAZHAYEHUS TeYeHUsi PeDeHOK Modicem Oblmb 20CNU-
MAIU3UPOBAH.
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Hns nonreepxaenus auarnosa BH,-nepunutabix  popm I'OA
y Ju11 ¢ TuniepdeHnIaTaHnHeMHIE! JOTTOTHUTENFHY0 HH()OPMAITHIO
MOYKHO TIOJTyYUTh TPU HCCIIEOBAHUU NTEPUHOB MOYH, CHIBOPOTKH
KPOBH U CHUHHOMO3TOBOM XHAKOCTH (Tab1.4).
Tabmuma 4.
JuarsHocTuyeckKue noxkasarean eHUIaHAHNHA U ITEPHHOB B KPOBH,
MoO4Ye M CHUHHOMO3roBoii :xuaKkocTu (N. Blau et al. 2014)*.

TOKa3aTeNn g g g ”2“ g g g g g
AEIEIEEEIEEE
A~ g1 .8 E b % % S % AKTUBHOCTb
Zz | @ 3| & E E = DHPR (K)
depment « r%
AdGTPCH N|{n|n|n| | |] |n]l|] ]| ]|n n
ArGTPCH Tl n |l L] L]l ]n n
PTPS tIt e[t [ L[ L]t ]n N
SR N|in|n|n|n|T]|]]|]|n N
PCD T 1 1t Inl[{ 1T |n|[N|n|n]|n N
DHPR tIn |t |({n|n| T ||| |n] l

* AAGTPCH — ayTocOMHO JOMHHAHTHBIH AePUINT TyaHO3UH-TPUPOC-
tat-ruknoruaponassl [; ArGTPCH — ayTocoMHO periecCHBHBINA IeHUINAT
ryaHo3uH-Tpudochar-mukmoruaponassl I, PTPS — 6-mupyBomnrerparu-
IponTepuHCHHTa3a, SR — cenmantepunpenykrasa, PCD — ntepun-4-anbda-
kapOumHOomamMuHAeruapatasza, DHPR — nurunponrepununpenykrasa, Phe —
(henmnanannH, Neo — HeonTepuH, Bio — 6montepun, Pri — npumanrtepus,
SHIAA — S-ruapoKCHUHIOTYKCyCHas knucinora, HVA — roMoBaHHIHHOBAs
kuciota, SMTHF — 5-meturerparunpodomnar, K —kposs, M —moua, CMK —
CIIMHOMO3TOBast ’KUAKOCTb.

BaxxHpIM STanoMm SIBISETCS MOJCKYISIPHO-TEHETUYECKas JHa-
rHOCTHKA. B OOJbIIMHCTBE TabopaTopuii CYIIECTBYIOT HAOOPBI, 10-
3BOJISIFOIIIME OTIPEACIIATh YacThle MyTaIu B rene PAH, nMeromuecst
y 80% 6onbHbIx OKYVY. IIpu OTCYyTCTBUU HCCIEAYEMbIX MyTallui y
MalMeHTa PEKOMEHIYETCS IPOBEICHUE CEKBCHUPOBaHUs reHa PAH.
Taxxe npoBoautcs JJIHK nuarnoctruka MyTanuii 1 CCKBEHHPOBAHUE
TCHOB, KOJUPYIOIIUX U3BECTHBIC (PEPMEHTHI PA3JIUYHbIX CTaJUN Me-
TaboJM3Ma TETParuapoOHONITEPHUHA.
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Ha 3axmrountensHOM 3Tare MPOBOAMTCS MEIUKO-TEHETHICCKOE
KOHCYJIETUPOBAHHE CEMbH, 00CYKIaeTCsSI BOBMOKHOCTD ITpeHATalb-
HOM OUAarHOCTHKH.

MoJiekyJsIpHO-TeHeTHYeCKIe MEeTO/bI INATHOCTUKHU

Jnsi  yTOYHEHUS KIMHAYECKOTO JHarHo3a HCIHOJb3YIOTCS
MOJIEKYJISIPHO-TEHETHYECKHE METObI AUArHOCTUKH T€HHOTO edex-
Ta 1O CIEAYIOLIEH cxeme:

1. IIpoBomuTcs mouck 8§ HanboIee 9acTo BeTpedatonmxcs B PO my-
tanuii rera PAH (R408W, IVS12+1g>a, IVS10-11g>a, P281L,
R261Q, R252W, IVS4+5g>t, R158Q).

2. Ecmn y 60JBHOTO HCCIIeAyeMbIe MyTaIlii HE BBISBICHBI, IIPOBO-
nutTces mouck 10 gomoaHUTENbHBIX MOBTOpstoluxcs B PO myTa-
it B reHe PAH (R261X, L48S, A403V, Y414C, E280K, E390G,
R243Q, R243X, IVS2+5g>a, IVS2+5g>c¢).

3. B ciryuae oTcyTCTBUSI MyTallMii Ha 00EHX XPOMOCOMAaX PEKOMEH-
JIyeTCs1 TPOBOIUTH IIOUCK TPEX HAN0O0JIeE YaCThIX My TallUi B TeHE
PTS (532G, N72K, T106M).

4. B ciiydae OTCYyTCTBHS YacThIX MyTaluil B rene PTS wuinu Hanu-
YUl OMHOM M3 HauOoJee YacThIX MyTaluil B reie P4AH TOnbKO Ha
OJTHOM XpOMOCOME PEKOMEHJIyeTCsI MPOBECTH CEKBECHUPOBAHUE
reHa PAH.

B nacrosmee Bpemst nzBectHo 6onee 800 myTauuii B reHe PAH,
CIEKTP ¥ paclpoCTPaHEHHOCTh KOTOPBIX UMEET STHUYECKHE OCOOCH-
HocTu. CXxema MOJNEKYISIpPHON JUarHOCTHKH MOKET ObITh U3MEHEHa
C YYEeTOM 3THHYECKOTO MPOUCXOKACHUS KOHKPETHOTO OONBHOTO.
Jla eBporieonIHONM pachl MakOpHOW MyTauuel B rene PAH sBins-
ercsa mytanus R408W, B To Bpems kak B Snonuu u Kurae gannas
MyTalus He HaliieHa. Bo MHOTHMX eBponeicKuX MOMyIsUsIX ¢ OTHO-
CUTEJILHO BBICOKOM YacTOTOH PEruCTpUPYIOTCS CIenylollue MyTa-
uuu: R408W, IVS12+1g>a, IVS10-11g>a, P281L, R261Q, R252W,
R158Q, 165T.
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BonbIIMHCTBO TeHEeTHUYeCKUX HW3MeHeHuil reHa PAH — 3T0
MHCCEHC-MyTallud BO BceX 13 JK30HaX reHa WM HETpaHCIHpye-
MBIX (IIAaHKHAPYIOIINX Yy4YacTKax TeHa, cocTaBisone 59% Bcex
BapuaHTOB. Takxe OOHapy)XEHBI MYyTalliW CIUTaCHHTa, HOHCEHC-
MYTallid, MyTaIli¥ CIBUTA PAMKHU CUYUTHIBAHUS, OoJiee KPyITHEIE Jie-
JIETMH U WHCepUHU. Pa3Hbie MyTaluy BIUSIOT Ha paboTy depMeHTa
PAH B pa3snmuyHON CTETICHH — THM MOXKET OOBSICHATHCS OOJIBIIOE
pazHoobpasue mokasarensi @A B xpou 6onmbHEIX DKY. bombmroe
Konm4gecTBo MyTaruii reHa PAH (manpumep, R408W) mpuBogiaT k
pesunyanbHOl akTuBHOCTH pepmenTa DAL [lpu npyrux MyTanusx
(E390G, Y414C,A300S) TonmepaHTHOCTh K (heHUITATATHUHY BHIIIIC
n xmHrYeckas kaptuaa ®KY menee BeipakeHa. Takum oOpaszom,
o coBpeMeHHBIM gaHHBIM (Hentz C. et al., 2013) pe3ynbrarTs! TeHO-
turmrpoBadus pu @KV moTeHnuanbHO 001a1af0T MPEeIUKTHBHBIM
3HA4YCHUEM.

CrnenyeTr OTMETHUTB, YTO TIPH OIPEEICHHBIX MyTallUAX B IeHe
PAH, obycrosmusarowux ocmamounyto axkmusHocms (pepMeHTa
®AT, BBenenune kodpaxropa BH, niu €ro CHHTETHYECKHMX aHAIIOTOB B
TEparuio MPUBOANT K TIOBBIIIEHUIO WM BOCCTAHOBIEHUIO aKTHBHO-
cTH (peHUIIATaHUHTHUIPOKCHIIA3BI, YTO MO3BOJISIET PACIIUPUTH TUETY
C YBEJTMYEHHEM B PallOHE KBOTHI HaTYpaJbHOTO Oeka, a B HeKOTO-
PBIX CIyYasx MeperTH Ha OOBIYHBINA PAIMOH B COOTBETCTBUH C BO3-
pacToM OOJBHOTO.

IIpu omcymcmeuu OaHHbIX HEOHAMANLHO2O0 CKPUHUHSA TUATHO-
cTHKa 3a00JIeBaHUSI OCHOBBIBACTCS Ha COBOKYITHOCTH T'€HEATIOTH-
YEeCKOro aHaMHe3a, Pe3y/IbTaToB KIMHUYECKOTO U OMOXHMHUYECKOTO
oOcienoBanus. B aTux cimyyasx mIaBHBIM JUIsl YCTAHOBJICHMS JMa-
THO3a OCTAeTCsl OMOXUMUYECKHI KPUTEPHH - BBICOKOE COMICpKaHUE
(eHnIanaHnHa B CBIBOPOTKE KPOBU. B nanbHeiimemM pekoMeH ryeTcst
IIPOBEJICHUE MOJIEKYJISIPHOM IUAarHOCTUKH.
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KIMHUYECKHE ITPOSABJIEHUA

®enunkeTonypus Bejeacrsue gepunura AT

[Ipu orcyTcTBUM JedeHwst MaHU(ecTaIws 3a00JIeBaHUs TPOKC-
XOIIUT Ha TIEPBOM TOJY >KH3HH, OOBIYHO B BO3pacte 2-6 MecsIeB.
[lepBrIMU IpOSIBICHUSIME OOJIE3HH CITYKAT BAJIOCTh peOeHKa, OTCYT-
CTBHE MHTEpECa K OKPYIKAIOIIEMY, HHOT/Ia TMOBBIIIEHHAS Pa3Ipau-
TEBHOCTh, OECIIOKOWCTBO, CPBITMBAHHS, HAPYIICHHE MBIIIEYHOTO
TOHyca (YaIlle MbIIIeYHas TUIIOTOHNUS), CY/IOPOTH, IPU3HAKH aljiep-
THYECKOTO JiepMaTuTa. B MCUXOHEBPOIOTHUECKOM CTaTyce oTMeda-
IOTCS 3aJIepKKa CTAaTHKO-MOTOPHOTO W TICHXOPEYEBOTO Pa3BUTHS,
BO3MOXHO (hopMUpOBaHHE MHUKpoIedarTui, CUMITOMATHYECKON
SMWICTICUH, & B HEKOTOPBIX CIydasx TUAporedainu. XapaKTepHbI
Takne (EHOTUITMYECKHE 0COOCHHOCTH KaK TUTIONMTUTMEHTAITNS KOXKH,
BOJIOC, pajyXHOW obomouku ria3. OOpamaer Ha cebs BHHUMaHUE
CBOEOOPA3HBIN «MBIIIHHBII 3a11aX MOYH OOJIHHBIX.

ONUIeNTHYECKUE TPHUCTYIBI BCTPEYAIOTCS] MMOYTH Y TIOJIOBUHBI
OOJIBHBIX U B HEKOTOPBIX CIydasX MOTYT CIy)KUTh TEPBBIM IPH-
3HaKOM 0o0s1e3HH. OOBIYHO OTMEUAIOTCS TeHepaIn30BaHHbIC TIAPOK-
CU3MBI I10 TUITY HH()AHTUIIBHBIX CIIa3MOB B BHJIE «CaJlaaMOBBIX» CY-
JIOPOT, «KUBKOB», MOTYT HaOmomathcsi abcaHchl. [Ipuctymnsl HOCAT
YIOPHBIN XapaKTep U IJI0XO0 MOIAal0TCs aHTUKOHBYJIHCAHTHOM Tepa-
rmu. [lpu oTcyTcTBUM cienrduyueckoro JeueHus 00Ie3Hb MEIJICHHO
MIPOrpeccupyeT. YMCTBEHHAsI OTCTAJIOCTh IOCTHTAeT, KaK IPaBUIIO,
1yOoKoii cTerienu, 1Q cocrapmseT okono 20 enuawni (Hopma 85-115
eIUHUI). B ICHXOIOTHYEecCKOM cTaryce OOJNBHBIX OTMEUaroT Hapy-
[IEHHEe UTPOBOM M MIPEMETHOM AesITeTbHOCTH, OTCyTCTBHE I de-
PEHIIMPOBKH IMOIIMOHAIBHBIX PEAKIUi, HEOCTATOYHOCTh IKCIIPEC-
CUBHOUW M IMIIPECCUBHON peur. MoryT HaOIr0aThCs IBUTaTEIbHEIE,
TICUXOTIaTOMOJO0HBIE M N30 PEHOITOI00HBIE PACCTPONCTBA.

B ciydae ecnmu y pebeHka ¢ runepdeHnIalaHuHEMHEH, BBISB-
JICHHOTO Ha TIEPBOM JTalle HEOHATAIBHOTO CKPUHHUHTA M HAXOSIIIe-
rocsl Ha JIUeTe ¢ OrpaHUYeHHEeM (peHMIIallaHuHa, OTMEUYaeTCs BhIpa-
JKEHHOE HapyIIeHHe HEBPOIOTUYECKOTO CTaryca, HEOOXOAUMO WC-
kiodark BH,-3aBucumbie popmbr 'DA.
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Kiannnyeckue ocobennoctn BH -nepuuntabix 'PA n BH -
AeuUUTHBIX cocTosiHuii 0e3 DA

BH,-nepunurnas I'@A (A) BCIeACTBHE HENOCTATOYHOCTH 6-
nupyBounrerparuaponrepuncunrassl - (PTPS), BH -neduuurnas
I'®A (B) BcmeactBue Hemoctarounoctd GTP mwmkmormmposasbl
(GTPCH), BH,-nepunurnas I'GA (C) BcineacTsue HEMOCTATOMHO-
cru auruaponrepuaunpenykrassl (DHPR), BH,-nepunurnas I'OA
BCIICAICTBUE HEIOCTATOYHOCTH cenmuanTepuHpenykrassl (SPR) nme-
10T CXOJHBIC KIIMHHYECKUE CHUMIITOMBI, KOTOpbIe MaHU(ECTUPYIOT
nocye 2-X MecsIeB KU3HH U JOCTHIAI0T MaKCUMAJIbHOTO TPOsBIIC-
HUS K 6-TH MecsIIaM XH3HUA. XapaKTepHO MPOorpeccupyloliee Hapy-
HICHUE IICUXOMOTOPHOTO Pa3BUTHS, SKCTPAIMPaMUIHBIC PACCTPOM-
CTBa B BWJIC M3MCHECHHS MBIIICYHOTO TOHYCa (TUIIOTOHMS MBbIIII]
TYJIOBHINIA W TUIIEPTOHYC MBIIII] KOHEUHOCTEH), TpeMOop, aTakcus,
MO3/{HEe — HAPYIICHHs MOXOAKH, Marojorndeckue pedrekcel, Tu-
nepcauBalys, HapyIICHHE TEPMOPETYISIUH, TCEeBI00YIbOapHbIe
paccrpoiicTBa B BHJIE 3aTpyJIHCHHs TJIOTaHUS, IONICPXUBAHHNA BO
BpeMsl TpHEMa IUIIK, MUKpoledanus, CyIopOTH, OKYJIOTHpHbIC
KpH3bl (AIIM30/IMYECKOE COIPYKECTBEHHOE OTKJIOHEHHUE I1a3 0ObIu-
HO HaIpaBJIEHHOE BBEPX M JIaTEPAJbHO, PEIKO — BHU3 MM CTPOTO
JaTepanbHo), IK3eMa, THIIOMUTMEHTAIUS KOKU. Y TaKkuX JIeTed npu
POXKIICHUN HEPEJKO OTMeYaeTcsl Hu3kas Macca Tena. [Ipu jamurensb-
HOM OTCYTCTBHH JICUCHHS B 0a3aJIbHBIX TaHIIIMSAX TOJIOBHOTO MO3Tra
(hopMHPYIOTCS KATBIIU(PUKATHI, KOTOPBIE MOTYT OBITH OOHAPYKECHBI C
MOMOIIBIO KOMITBIOTEPHOH TOMOTpaQHH.

CymiecTByIOT J1Ba pa3iHyHBIX (DeHOTHIIA BCIEICTBUE HENTOCTa-
TOYHOCTH O-mupyBomiTeTparuaponrepuncunTerassl (PTPS). Han-
6oree yacto BeTpevaromasics (80%) Tsoxenas eHTpanbHas (THITHY-
Hast) popMa COMPOBOXKIACTCSI PE3KUM CHHIKCHUEM COJIEPIKaHUs OHO-
TCHHbIX aMHHOB B uepe6pochHaan0171 KUJIKOCTHU, ONPCACIIACMBIX
M3MepeHneM MeTabOoUTOB CEPOTOHMHA U KaTEX0JIAMHUHOB B JINKBOPE.
Bropas, ymepennas, nepudepuiinas ¢popma cOnpoBOXKIAETCS yMe-
PEHHBIM CHHKEHHEM YPOBHS HEHMpOMEANaTopoB, B paHHEM BO3pacTe
MOXCT JaBaTb CUMIITOMATHUKY HeﬁpOBeI‘eTaTPIBHBIX KpH30B, CTaHO-
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BHUTCS OoJiee BRIPAXKCHHOW MPHU MPHOIIKeHUH K myoeprary. Yacto
MAIUEHTHl OTMEYAIOT PE3KOE YXYAIIIEHHE CAMOYYBCTBUS, TOSIBICHUE
CWJIBHBIX CITACTHYECKHUX OOJEBBIX MpHUCTYMOB. [Ipu orcyTcTBUm Je-
YeHHsI Pa3BHUBAIOTCS PA3IMYHbIE HEBPOIOTUYECKHE OTKIOHEHUS U
HEHpOBEereTaTUBHBIE KPU3bI, KOTOPHIE MOTYT UMETh JIETAIbHBIN HC-
XO[I.

s BH 4-;1e(bnuMTHoﬁ I'®A (D) BceacTBue HEMOCTATOYHO-
CTH nTepuH-4-anbda-kapounonamuaaeruaparassl (PCBD) Takxe
XapakTepHbI crenupuyecKkue M3MEHEHHS MBIIIEYHOTO0 TOHYycCa:
MocTypanbHas HECTaOWIBHOCTh, TUIIOKUHE3Us, MBIIIEYHAs JHC-
TOHUS (THUIIEPTOHYC KOHEUHOCTEH, CHH)KEHHBIH TOHYC MBIIIII] TY-
JIOBUIIIA).

WssectHo Takke BH, 3aBucumoe cocrtosiHue, HE CBSA3aHHOE C
runepdenunananuaemueit — nomuHantHast JJOMDA gyyBcTBUTENbHAS
TopcuoHHas quctonus (6one3ns Cerael). ITO MEIJICHHO MPOTPEC-
CUpYIOIlasl TUCTOHHS, COUETaIoNIasica ¢ MPU3HAKaMU HapKUHCOHU3-
Ma, KJIMHUYECKH MaHU(ecTupyeT y nereit 1o 10 JyieT ¢ JoKaabHOR
JUCTOHHEH, KOTOpasi B TEYEHUE HECKOJIBKUX JIET PAaCIpOCTPaHACTCS
Ha JIpyrue 4acTH Tella, XapaKTepPHbI BhIpaKEHHBIE KOJIEeOaHHs CUM-
[ITOMOB B TEUCHHUE JIHS.

OT}.Ia.]'[eHHLIe nocjaeaACTBus (l)eHI/I.]'[KeTOHypI/II/I

Hecmotps Ha TO, 9TO paHHEe BMEUIATEIhCTBO C IENIBI0 CHIDKE-
HUs KoHIeHTparu PA B KPOBH MOXKET MPEIOTBPATHTH CEPHE3HBIE
MTOCJIEZICTBHS, HECOONIOEHNE PEKOMEHIAINI 110 AMETOTEpariu U
HEJIOCTATOYHbIA KOHTPOJb 32 ypoBHEM (DA B KpOBHM MOTYT UMETH
TaKue OTHAJICHHBIC MTOCIICICTBHS, KaK 0oJjiee HU3KHA KOIPPHUITHEHT
WHTEIJIeKTa, 3aMeUIeHHas] Pedb, HAPYIICHUS TaMsITH, TPOOIEMBI C
KOHIICHTpAaNrell BHUMAHUS U TIOBEACHNEM.

Yy B3pOCJIBIX TMAIMEHTOB, NPCKpPAaTUBUINX CO6JHOI[€HI/I€ JAHUCTHI,
BO3MOJKHO YXYAIICHUE HEBPOJIOTHIECKOTO U IMCUXOJIOTHIECKOTO CO-
CTOSAHHA C BOBHUKHOBCHHUEM H03)1Heﬁ OIMUJICIICUH, aTaKCHUH, TpEMOpPa
1 TICUXO0-3MOITMOHAIBHBIX MMPOOIeM (IeTpeccusi, HEBPO3bI U JIp.).
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B cnyuae, ecnii manueHTH He IPUHUMATOT CTICIIMATH3UPOBAHHEIE
aMUHOKHCIIOTHBIE cMecH 0e3 (eHMIIamaHnnHa, a HaXOIATCs Ha TUeTe
C PE3KHM OTPaHWYEHHEM BBICOKOOEIKOBBIX MPOAYKTOB, BO3MOXKHO
pa3BUTHE CHUMIITOMOB XPOHHYECKON HEJOCTATOYHOCTH MTUTAHHUS, HY-
TPUTHBHOTO JIe(hUIUTA 10 BATAMHHAM, MAKPO ¥ MAaKPOIJIEMEHTaM.

Kenmmnel, crpagaromme OKYVY, He cobmogasmme rumnodeHnma-
JIAHMHOBYIO JIUETY JIO 3a4aThsi U BO BpPeMsi OEPEMEHHOCTH, UMCIOT
BBICOKUH puCK (10 90% B 3aBUCUMOCTH OT ypoBHI DA B KpOBHU JKEH-
IIMHBI) POKICHUS PEOCHKA C CUHOPOMOM MAMEPUHCKOU (heHUIKe-
monypuu. KIIMHUYECKH CUHAPOM MPOSIBISICTCS AM3MOPQUECH JHIIa,
BBIPAXKCHHOM 3aIePKKOM YMCTBEHHOTO M (PM3UUECKOTO Pa3BUTHS,
MUKpoliedanue, BpoxkICHHBIMU OPOKAMHU CEP/IIIa.

JIEHEHUE

OcHoBHas LeNb JeYeHUs! — CHU3UTh DA KpPOBHU, IOBBICUTH TO-
JIepaHTHOCTh (nepeHocumMocTh) DA, MmoaydaeMoro ¢ HaTypaJbHON
NUIeH, u30eXaTh TKEIOW HEBPOJOTHMUECKOM CHUMIITOMATHKH M
YAYYIIUTH Ka4€CTBO KHU3HH.

ITarorenernueckum metogoMm JiedeHuss GAI-3apucumoit ®KY u
I'®A cuuraercs nuerorepanusi, OCHOBaHHAas HAa PEe3KOM OTrpaHHUye-
HUU (eHWIaJaHWHA B paAIllOHE OOJBHBIX NIETEH 3a CYeT MCKIIoUe-
HUS BRICOKOOEIKOBBIX PONyKTOB. Hemocraromiee konndaecTBo Oenka
BOCTIOJTHSIETCS 3a CUET CHETMATU3NPOBAHHBIX JI€UeOHBIX MMPOIYKTOB,
YaCTHYHO WJIH TTOTHOCTHIO JINIIEHHBIX (DeHMITaTaHHA.

Hnsa BH -nedumutabix popm I'DA maToreHeTHIECKUM METOIOM
JIeUCHUs SBJISIETCA CHHTETHYECKMH aHanor BH, — canponrepuna
nurnapoxiopun (Kysan). borsabsiv @KY ¢ moaTBep aeHHHON TyB-
CTBUTEJILHOCTBIO K IIpenapary Takxke Ha3HadaeTcs: KyBaH.

Brei6op Taktuku nedeHus netsaM ¢ DA 3aBUCHUT OT TSHKECTH
NEepBUYHOrO Ornoxummdeckoro nedexra. s kaxmoii Gpopmbl DA,
Britouass OKY, cyliecTByroT CBOM OCOOEHHOCTU JMETOTEPAlUU U
MEIMKaMEHTO3HOTO JIeUeHusl. BaykHO, 4TO 3(PEeKTUBHOCTD JI€UCHUS
3aBHCHUT OT BPEMEHH €ro Hayasa.
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JAueToTepanus

Juerorepanus — maroreHeTHYeCKu 000CHOBAHHBIHN 1 10 HACTOS-
IIeT0 BpeMeHH HanOomee d(PpPEKTUBHBIN METOX JICUCHUS KlacChde-
ckoit ®KY. Jluerorepamnus nopKHA OBITH HAYaTa HE TIO3IHEE TIEPBBIX
HE/IeTh J)KU3HN peOeHKa, cpa3y Mmociie IpOBEeIeHUs] TECTUPOBAHUS Ha
YyBCTBUTENBHOCTH K canponTtepruHa auruapoxiopuny (Kysan).

CormtacHO COBpEMEHHBIM JJaHHBIM, IUETHYECKOE JIeUeHHe Ha3Ha-
yaror npu ypoBHe DA Ha ckpuHHHTE >360 MKMOIB/II (>6 MI/mn).
IIpoBeneHne MOJIEKYJISIPHO-TEHETUYECKOTO UCCIIEOBAHMSI IOMOTAeT
YTOUHUTH (OpMy 3a00JIeBaHNs U MPABMIBHO MOA00paTh CXeMy Te-
parmu. Takol TOIX0J] MO3BOJISET MOBBICUTH 3(PHEKTHBHOCTH CKPH-
HUHTA, HE IOTTYCTUTD JIOKHOOTPHUIIATEIBHBIX Pe3yIbTaToB, N30eXaTh
pa3BUTHS KIMHUYECKUX CHUMIITOMOB 3aboseBanus. [Ipu moareepik-
JeHuu auarno3a jgerkoil @A u gyBcTBUTENbHOCTH K KyBany nuera
MOXeET OBITh paclIupeHa 1moJ| HaOIIOICHUEM Bpada M 110JT KOHTPOJIEM
OMOXMMHUYECKUX TOKa3zaresell. [TTaBHbIM KpUTepUeM THarHOCTHKH
1 OIIEHKH 3(QPEKTUBHOCTH NPOBOIUMOTO JICUCHHS CIY)KHUT YPOBEHb
@A B KpOBHU M TOJIEPAHTHOCTH K MuIiesomy DA.

Parmon 6onpHOr0 @KV CTpOSIT M0 MPUHLIKITY PE3KOTO OTpaHrye-
HUsl (peHMIaIaHlHa, MoCTynalonero ¢ numei. M3 nuranus uckmo-
YaloT MPOLYKTHI C BBICOKUM COACPKaHUEM Oenka (COOTBETCTBEHHO U
(eHnnanaHuHa): MsCco, MACOIPOAYKTHI, PHIOY, PHIOOIIPOIYKTEI, TBO-
por, siiiio, 6000BbIE, OpexH, MOoKoNa I U ap. JlonycTuMeie B 1ueTe Ha-
TypaJbHblE TPOAYKTHI, TAKHE KaK KEHCKOE MOJIOKO, IETCKUE MOJIOY-
HbIe cMecH (1151 JieTeit B Bo3pacte A0 | rona), oBoIiu, GpyKThl U He-
KOTOpBIE JPYTHe MPOAYKTHI C HU3KUM COZEpKaHUEM Oelika BBOIST B
COOTBETCTBHHU C MOJCYETOM COJIEpIKaIIerocsi B HUX (heHHIaIanuHa.

[Ipu pacderax muTaHHs PEKOMEHAYETCS OPUEHTHUPOBATHCS Ha
HOPMBI (PU3HOJIOTMYECKOM MOTPEOHOCTH B OCHOBHBIX HYTPHEHTax
JU1s1 OONBHBIX AETEH Pa3MUHBIX BO3PACTHBIX TPYIII B COOTBETCTBUU
c MP 2.3.1.2432-08 (tabm. 5, 6), nomyckaercsi yMEeHbIICHHE KOJInue-
cTBa cyTouHoro Oenka (He 6onee 10%) B 3aBUCMOCTH OT TOJIEPAHT-
HOCTH OOJIBHOTO K MULIE U K (PeHUIIAIaHUHY, @ TAKKE OT COCTOSHUS
HYTPUTUBHOI'O CTaTyca.
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Tabmuna 5.

CpenHecyTouHble HOPMBbI OTPeOHOCTEli B 0CHOBHBIX MUIEBBIX
BellleCTBAX U JHEPIuH JIJIsl ieTell MepBoro roaa ;KU3Hu
(Ha Kr Maccsl TeJia)

Bo3spacr Dneprusl, benoxk, Kupsi, VrieBonsl,
(mec.) KKas/ KT T/KT T/KT T/KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2.9 5,5 13
Tabmua 6.

HopMmbl puznosiornyeckoii norpedHOCTH
B OCHOBHBIX IHIIEBbIX BELECTBAX U JHEPrUH
AJ1s JeTell cTapiue roga*

Bozpacr Oueprus, | bemok, | XXupsei, | YromeBonsl,
KKal | r/meHp** | 1/neHb I/ieHp

or 1 roma no 2 ner 1200 36 (28) 40 174
ot 2 net 10 3 Jer 1400 42 (33) 47 203
ot 3 yret A0 7 et 1800 54 (46) 60 261
ot 7 net jo 11 ner 2100 63 (54) 70 305
or 11 ner go 14 ner 2500 75 (64) 83 363
MaJIBuUKH

ot 11 ner no 14 ner 2300 69 (59) 77 334
JICBOYKH

or 14 niet o 18 ser 2900 87 (74) 97 421
FOHOIIIU

ot 14 net no 18 ner 2500 76 (64) 83 363
JICBYIIIKA

*MP 2.3.1.2432-08 «Hopmbl pr3ron0orudeckux moTpedHocTeil B SHep-
I'MU 1 MUIIEBBIX BELECTBAX JUIsl Pa3JIMUHBIX TPy HacelneHus: Poccuiickoi
Deneparum» 1.5, Tad1.5.4.

** B crkoOKax yKa3aHO OPHCHTHUPOBOYHOEC MOTpPeOIcHUE OeiKa 3a CuéT
CICIMATU3UPOBAHHON cMecH 6e3 heHnTaTaHnHA.
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Benoxk 3a cueT ecTeCTBEeHHBIX MPOAYKTOB B INETE PACCUUTHIBACT-
Cs1, ICXO/IS M3 IOYCTUMBIX CyTOYHBIX KOJm4ecTB DA ¢ y4eToM, 4To
1 r 6enka cogepkuT npuoIm3uTeIbHO SO Mr DA. B 3aBHCHMOCTH OT
MIEPEeHOCUMOCTH MUIIEBOTO (heHMIIAIaHNHA JIOIyCTUMOE 1 Oe3orac-
Hoe KoimuecTBO DA B cyTku coctaBiseT oT 90 mo 35 Mr/kr macchl
Tela Jid AeTel MepBoro roja *u3Hu. B nuranuu nereut crapiie roja
noryctuMoe KonmdectBo DA mocteneHHO cHmxkaetcs ot 35 mo 10
MT/KT Macchl Teja pedeHka (tabm. 7).

Tabmnma 7.

JomycTumoe koauyecTBO (peHMIaIaHUHA B IMTAHUU JeTel ¢
®DKY B 3aBUCHMOCTH OT BO3pacTra

Bo3spacrt nereit KommuecTBo denmmanannya

(MT/KT Macchl Tella B CyTKH)
ot 0 1o 2 Mecs1eB 90-60
2-6 MecsIeB 55-45
6-12 mecs1eB 40-35
1-3 35-25
3-7 25-20
7 u crapiie 20-10

Henocraromiee xonuuecTBO Oenka BOCIOIHSIETCS 3a CUET CIie-
LUATM3UPOBAHHBIX JE€UEOHBIX POAYKTOB - CMECH aMHHOKHCIIOT 0e3
(eHnnanaHnHa ¥ HU3KOOCIKOBBIX NPOJYKTOB MTUTaHUs. AMUHOKHC-
JIOTHBIE CMECH Pa3IUyaloTcs 1o OeiaxoBoMmy skBuBaieHty (B3) (ot
13 r go 77,5 r Ha 100 r cyXoro npoaykra) U JpyTHX MUTATEIbHBIX
BelIeCTB (YIIEBO/BL, )KUPbI, BATAMUHBI, MUKPO- 1 MaKpO3JIEMEHTBHI).
Bce cmecu B cBoeM coctaBe He conepxar (eHuIamaHiH. AMUHO-
KHCIIOTHBIE cMecH ¢ conepkanueM 13-15 r B3 B 100 r cyxoit cMme-
CH MpeJHa3HaueHbl AJIS JeTel MmepBoro roga >ku3Hu. ersm Oomnee
CTapILero Bo3pacra Ha3Ha4YaloTcsi cMecH ¢ Oosee BoiIcOKUM BD (cM.
MpUIIOKEHHE 2).

Ha nepBoM roay »u3HM HEOOXOIUM €KEAHEBHBIN MOACUYET KOJIH-
yecTBa (peHMUIIATAHNHA, TTOy4aeMOro ¢ MUIIEeH, Y4eT OeJIKOB, XKHU-
POB, YITIEBOJOB, SHEPTHH, YHOTPEOIsIEMON NAEHTOM.
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Pacyer cyTo4HOI O3Bl CIIENINATU3UPOBAHHOTO TIPOTYKTa IPOU3-
BOJHTCS 11O (hopMyJIe:
(Ps-Pn) x 100
P 9
rae PS - cyTouHoe komu4ecTBo Oernka,
Pn - Genok ecTecTBEHHBIX POIYKTOB,

P - b3 B 100 r cyxoro cnenuanu3upoBaHHOTO MPOAYKTa

IIpumep pacyera nuranns pedenky ¢ ®KY

PebGenox 3 net, macca tena 14,5 kr

1. Obwee cymounoe Konuvecmeo benxa 8 payuone 60IbHO20
(cm. mabn.5):
54,02

2. Jlonycmumoe cymounoe Konuuecmeo QeHunaianuHa
(cm. maon.6):
25x 14,5 = 363 me

3. Jonycmumoe Konuuecmeo Oenxa ecmecmeeHubix npooyKmos
(12 benxa cooepoicum 50 me penunanranuna):
363:50 =732

4. BD cneyuanuzupoeannozo npooykma Ha 0CHO8e CMecu
L-amunoxuciom b6e3 ¢enunrananuna:
54,0-7,3=46,7 2

5. Cymounoe xonuuecmeo aMuHOKUCIOMHOU cMecu

(100 & codepocum 20 e benxa):
46,7 x 100:20 = 2332

6. Pexomendyemoe cymounoe Konuuecmso JHcupa 8 payuone
(cm. mabn.5):
60 e.

7. Pexomendyemoe cymounoe Konuuecmeo y2ne60008
(cm. mabn.5):
261 a.
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Jltst ymoOcTBa OpraHM3aIiiy JIe4eOHOr0 parioHa 4acTo HCIIONb-
3YIOT TaK Ha3bIBAEMBbII «ITUIIEBOH CBETO(OP», B KOTOPOM HATypalib-
HBIC MPOIYKTHI MOJPA3JICISIOTCS HA TPU IPYIIBI B 3aBUCUMOCTH OT
COJZIep’KaHUs B HUX Oelka (TpritokeHue 3).

B kxpacHbIil cIMCOK BXOJSAT MPOAYKTHI C BBICOKUM COJIEpPIKAHU-
em @A, KOTOpbIe MOJHOCTHIO MCKIIOYAIOTCSA W3 PalliOHa OOJBHBIX
OKYV.

JXKenTblif CMHUCOK — TMPOAYKTHI, KOTOPhIE COACPIKAT YMEPEHHOE
KOJIMYECTBO Oelika W, ClieloBaTeNbHO, (DEeHWIAIaHNHA, U TIOITOMY
JIOJKHBI KCIIOJIB30BAThCS ¢ OCTOPOKHOCTBIO, B HEOOJIBIINX KOJTHYE-
CTBaxX M MO/ cucTeMaTn4ecKkuM KoHTposieM PA kpoBu. OHU JOTKHBI
PaBHOMEPHO pacCipeAC/IsITbCA B TCUHCHUEC JHA.

3eICHBIM CIIUCOK — IMPOAYKTHI, COACPIKAIINEC HC3HAYUTCIIHBHOC
KOJIMYCCTBO (I)GHI/IJ'IaJ'IaHI/IHa, KOTOPBIC MOTYT IIPUMECHATHCA CBOGOI[-
HO B OOBIYHBIX KOJUYECTBAX OJ KOHTPOJIEM YPOBHA DA B KpOBH.

[Ipu opranu3zaunu TueToTepaniyu HeOOXOAUMO YUUTHIBATE:
- KJIIMHMYECKYI0 GopMy 3a00J1eBaHMS;
- ypoBeHb DA B KPOBH;
- BO3pacT pebeHka;
- HyTPUTHBHBIN cTaTyC ((PU3NUECKOE pa3BUTHE);
- TOJIEpaHTHOCTH pebeHKa K nmuieBomy DA;
- xonmnuecTBo DA M HaTypabHOTO OelKa, MOTY4aeMOro ¢ IMHIICH;

- KOJIMYCCTBO OCHOBHBIX MHUIIEBLIX BEIICCTB U DHEPTUH B eueo-
HOM paiuoHe.

[Ipu Ha3HAYEeHNN AMETHI BaKEH MHIUBUAYAIBLHBIN 1 quddepeH-
IMPOBAHHBIN TOIXOJ K HCIOJIB30BAHUIO CHEIHAIN3UPOBAHHBIX U
HaTypaJIbHBIX TMPOAYKTOB COOTBETCTBEHHO BO3PACTY peOCHKA.

DA sBisgeTCS HE3aMEHUMOM aMHHOKHUCIOTOM, HEOOXOAUMOM JIJIsI
aJICKBaTHOTO Pa3BUTHsI. YCTAHOBJICHO, YTO YeM MJajiie peOCHOK,
TeM B OosbieM KonudecTBe DA OH HYyXTaeTcs, Tak KaK, B OTJIHYUC
0T B3pocibix, 40% mumeBoro A y nereit mepBoro roja sKU3HU pac-
XOJIyeTCsI HA CHHTE3 COOCTBECHHBIX OCIIKOB.
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Bricokuit ypoBenb DA B KpOBU OKa3bIBa€T HEraTUBHOE BIIHSI-
HUE Ha Pa3BUTHE MO3Ta, B TO BPEeMs KaK HEIOCTATOYHOE TOCTY-
TJICHUE STOW HE3aMEeHHUMOW aMWHOKHCIOTHI B OPTaHU3M MOXKET
SIBUTHCSI IPUYNHONW OTPUIIATENIBHOTO a30THCTOTO Oananca. [loaTo-
My O4YE€Hb BAXXHO OIPENEIUTh 0e30MacHOE CYyTOYHOE COEepKaHUeE
DA B panmione 60ipHOTO pebeHKa. [ eHeTHYecKass reTepOTeHHOCTh
3a00yIeBaHMs ONpPE/ENsieT CTEeNeHb aKTUBHOCTH ()epPMEHTOB, yda-
CTBYIOIIUX B 0OMEHE aMUHOKHUCIIOT ¥ BIIUAET HA MHANBUAYATHHYIO
TOJepaHTHOCTh K DA, KOTOpast OIEHUBAETCS B IEPBbIC THU JTUETO-
Tepanuu.

V 6ompaBIX DKV crapmie 18 16T BO3BMOXKHO CMSTYCHUE TUCTH-
YeCKUX OTPAHWYEHHUH 3a CYET BKJIFOUEHHS B PAIFiOH HEOOJBIIOTO
KOJIMYECTBA HATYPAIBHBIX KPYII, KICIOMOJIOYHBIX H IPYTHUX TPOIYK-
TOB, B KOTOPBIX copepkanne MA OTHOCHUTENBHO HE BEJHKO. Takne
JTUETHYECKHE «ITOCIA0NeHHs» JOIDKHBI TPOXOANTh Ha (DOHE PEery-
JSIPHOTO KOHTPOJIS ypoBHsI DA B KPOBHU U NPH COXPAHEHUH HCIIONb-
30BaHM B JIETE MPOIYKTa ¢ BRICOKUM bD 6e3 DA Ha ocHOBE cMecH
aMHUHOKHCIIOT B KoimdecTBe He MeHee 50% OT CyTouHO# moTpeOHOo-
ctu B Oenke. Llenp Ha3HAUYEHUS CTIENUATM3HUPOBAHHOTO MPOAYKTA B
JTAHHOW BO3PAaCTHOM TpyTie, MOMUMO oOecriedeHus] OONBHBIX aJleK-
BaTHBIM KOJIMYECTBOM OeJIKa, COCTOHUT B YBEITUYECHUH TOTPEOICHUS
TaK Ha3bIBAEMBIX «OOJBIINX HEHUTPATHHBIX AMHHOKHCIOT», TO €CTh
THUpO3WHA, TpunTohaHa, JeHIMHA, N30JeHIIMHA U BaJIMHA, 00JIa/1at0-
X pu3noIorHIeckiM 3(h(HEeKToM TOPMOKEHHUS TpaHcTopTa (heHu-
JIaJlaHWHA U aHOMAJIBHBIX TIPOTYKTOB €0 0OMeHa Yepe3 TeMaTodHIIe-
(anmuecknii 6aprep B MO3T.

st 6onbHbIX DKY, HE3aBUCHMO OT BO3pacTa, COXPaHICTCS 3a-
MpEeT Ha MPOAYKTHI, HanOonee Oorarsie DA, Takue Kak MsCO, ppida 1
u3aenus u3 Hux. TBOPOT, TBEPABIC ChIPBI, 0000BbIC, KypUHbIE Sifla,
Opexy MOTYT B OTPAaHMYEHHOM KOJINYECTBE BXOIUTH B PAIMOH Iallu-
€HTOB CTaplIero Bo3pacra ¢ yueroMm ToiepanTHocTH k DA. He pe-
KoMeHJyeTcst ynorpednenue nanuentamu ¢ ®KY npoaykroB «fast
food», ra3upoBaHHBIX HAITUTKOB C MOJCIACTUTEISIMH (acriapTaM HiTH
numieBas go6aska E951), conepxamumvu DA.
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Jtst sxenmmuH, 00apHBIX DKV, B MpeKoHIENTYaTbHBIA TIEPHO
U B TCUCHHE BCCH OepeMEHHOCTH HEOOXOIMM BO3BpaT K HamOojee
CTPOTHUM JTUETHYCCKAM OTPAHUYCHHUSAM C ITOJIHBIM HCKITIOYCHHEM
MIPOIYKTOB U3 «KPACHOTO» M «KEIITOTOY» CIFICKA M PAaBHOIICHHBIM 3a-
MEIIEHHUEM HX CIEIHATU3NPOBAHHBIM IPOTYKTOM Ha OCHOBE CMECH
aMHUHOKHUCJIOT 0e3 DA.

TakTuka querorepanuu
NPHU CONMYTCTBYIOUIUX 3200/ 1eBaHUSX

[Ipy BO3HMKHOBEHHUHM OCTPBIX MH(EKIHOHHBIX 3a00JEBaHUM,
BBIPQKEHHOM THIEPTEPMHUM, MHTOKCHUKALMM, Pa3IWYHbIX AUCIICII-
CHUYECKUX SBJIEHUSIX M OTKa3e OT NpHEMa aMHUHOKHCIOTHOM cMecH
BO3MOJKHO KpaTKOBPEMEHHOE (Ha HECKOJBbKO JIHEH) MpeKpalieHue
JUETOTEepaltiu ¢ 3aMEHOMN JIeueOHBIX MPOAYKTOB Ha HATypaJibHbBIE C
HEBBICOKHMM cofepkanueM Oenka. [locne cruxanus ocTporo nepuo-
na 0oNe3HU B palloH peOeHKa BHOBb BBOAUTCS CIIELUATU3UPOBAH-
HBIA TIPOAYKT, HO 3a OoJiee KOPOTKUI MEpuoj, YeM B Hadaje Jede-
Husi. Ecn peGeHOK He OTKa3bIBaeTCsi OT MUILK BO BpeMsl OOne3HH,
MIPUOCTAHABJINBATh TUETOTEPAIIHIO HE CIEAYET.

JleyeHne conmyTCTBYIOIIMX COMaTHUECKUX 3a00JI€BaHUN y AeTei
¢ ®KY npoBoautcs o oOMIETIPUHSTON cxeMe 1 He TpedyeT mpekpa-
LICHUS TUETOTEPAIIHH.

Menukamento3nas repanus ['@A u OKY

Cunrernyeckui ananor BH, — camponrepuHa auMIuapoxiio-
pH SABISIETCS TMAaTOTEHETHYECKUM METONOM Jiedenus juis BH, -
nepuuuTHbIX opM ['A U nmpumensiercss Al JICUEHHUs 4yBCTBHU-
TenbHbIX K BH, Tepanuun 6ombabix ¢ AT 3aBucumbivu I'DA, BKIIO-
yasg OKV.

B Hacrosmiee BpeMst JaHHBIN JIGKApPCTBEHHBI penapar 3aperi-
cTpupoBaH B Poccun nox ToproseiM HanMeHoBaHueM KyBan, peru-
cTpannoHHoe ynocroBepenue ot 15.07.2014 NeJIIT-002533.
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MexnyHnapogHoe HenareHtoBanHoe HazBanue (MHH): campor-
tepuH. Kog ATX: A16AX07

JlexapcTBennas popma: aucneprupyemsie Tadnerkn 100 mr (k-
BHBAJICHTHO 76,8 MI carpomnTeprHa).

1 TabneTKa COMEPIKUT: delicmayroujee eujecmao - CanponTepH-
Ha qurniapoxiopun -100 mr (3xBUBaNIeHTHO 76,8 MT caliponTepuHa);
6cnomozamenbHule geujecmed: ackopOuHoBas kuciota — 5,00Mr,
KpocroBuJoH -13,5Mmr, xamenust rugpodocdar -6,54 mr, MaHHU-
ton -171,18 mr, puboduasun -0,03 mr, Harpus creapuwidymapar —
3,75mr.

Hoxazanuna Kk npumenenuio:

- l'unepdennnanannHemMus y B3pOCIbIX U JieTel ¢ (eHMITKETOHYpH-
ell WM HapyIIeHneM oOMeHa TeTparuapooronTepruHa (B KoMOMHa-
LAY C AUETON).

IlIpomueonoxazanusn:

- IloBbiieHHAsT YyBCTBUTENBHOCTh K CAMpPONTEPHHY WIIH JHOOOMY
JIpyroMy KOMIIOHEHTY IIpernapara;

- Ilepuon rpyqHOro BCKapMJIMBaHUS.

C ocmoposcnocmuio npuMeHAemca nPU cl1edyrouux
COCMOAHUAX:

Cynoporu B aHaMHe3e, TPU3HAKH SIS TUPOPMHON aKTUBHOCTH
pu D01

[Mokuoit Bo3pacT (crapiie 65 jer).

Iloueuynas uau reueHOYHAS HCIJOCTAaTOYHOCTD.

bepemeHHOCTh U 1eTCKUIA BO3pacT 10 4-X JeT.

OnHOBpEMEHHBIN MPHEM C JICBOAOIION, HHTHOUTOPAMHU JAUTHIIPO-
(homarpenykrazsl (B T.4.4-METOTPEKCAT, TPUMETOIIPHM), Ba30IU-
nararopam#, (B T.4. IPU MECTHOM NPUMEHEHUH HUTPOTIHUIICPHH,
n30copOuIa TUHUTPAT, HATPUST HUTPOIIPYCCUJI, MOJICHIOMUH, HH-
rubutops! hochoamdcTepasbl 5 THIIA, MUHOKCHITAN ).
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DapmakoKunemuKa u Memaodoaum

CamponTepuHa JUTHIPOXIIOPUI METAOOIH3UPYETCs, TNIABHBIM
o0pa3oM B Ie4eHH A0 AuruapoOuonTepuHa n omontepuHa. [locie
IprieMa BHYTPb PacTBOPEHHOU B Bojle Tabnerku KyBaH, akTHBHBIN
KOMITOHEHT Iperapara — CaponTepuH a0CopOUpyeTCs B KEITYI0UHO-
KHUIIIEYHOM TPaKTe, IPU 3TOM MAKCUMaJbHAsI KOHLEHTPALUS B I1J1a3-
Me kpoBu (Cmax) HaToIak JocTUuraercs yepes 3-4 4 mocie npuema
nperapara. CKOPOCTh M CTEIEeHb abCOpPOIMH CalpOoNTEepHHA 3aBU-
CUT OT Xapakrepa MpUHUMAaeMOU ¢ HUM muIlu. Bricokokanopuiinas
IIUIIIA C BRICOKHM COJICpKaHHEM JKAPOB yCUJIMBaeT abcopOmmio ca-
MPONTEPUHA, [0 CPABHEHUIO C IPUEMOM Ipernapara HaToIlaK, 4To
yepe3 4-5 4 mocne mpuemMa NpUBOAUT K HOBbIIIEHUIO ero Cmax, B
cpenneM, Ha 40-85%.

Jlannbie KNUHUYECKUX UCCIE006AH LI

[Iporpamma knuHHuYeckux wuccienoBanuil Ill-eit ¢as3er mpe-
mapara KyBaH BKiodana B ceds 2 paHIOMU3HPOBAHHBIX IHIAIE00-
KOHTPOJIUPYEMBIX HcclieoBanus y nanrentoB ¢ OKVY. B pganubIxX
nccienoBanusax Obuta mokazaHa 3¢ddexrnBHOCTs Tpenapara KyBan
B OTHOIIIEHWH CHW)XKEHHUS KOHIEHTpauu (heHnIaJaHNHa B KPOBH U
YBEJIIMYCHHUS TOJIEPAHTHOCTH K (PeHMITANaHWHY, MOCTYMHAIOIIEMY C
MUIIEH.

Cunraercs, uro BH, MOxeT BBICTYnaTh B KauecTBe (papMaleBTH-
YEeCKOTo IIarepoHa, IPUBO/ISA K YITYUIIEHHUIO CKIIaIbIBaHNA (TeTpamMe-
pHU3alUN) ¥ YBEIWYSHHUIO CTAOUIILHOCTH MyTaHTHOTO OeJTKa-3H3UMa.
T'eHOoTHII MOXET CIIy’)KUTh NPEAUKTOPOM OTBETA HA CANPONTEPHUH.
OpnHako, Ha CETONHALIHUN JeHb HEOCTAaTOYHO JaHHBIX JJIS OKOHYa-
TEJIbHOTO 3AKJIFOUEHUS O CBSA3U BBISBICHHON MyTallUU U XapaKTEpOM
OTBETA HA CAlIPONTEPUH. Y MALMEHTOB C OAUHAKOBBIMU MYTALMSIMHU
YyBCTBUTEJIBHOCTD K TEPAIIUU CAIIPONTEPUHOM MOXKET pa3indarbes.

Kaxnomy manueHTy ¢ HepoctarouHoCThio DAL TOKHO OBITh
MPEUIOKEHO TECTUPOBAHHUE CAIPONTEPUHOM JIJIsi OLIEHKU YYBCTBU-
TEJBHOCTH K JAaHHOMY IIperapary. TecTupoBaHUE 11eJIecO00pa3HO
MIPOBOAUTH JI0 HaYaia JUETOTEpanuu, cpa3y mnocie BoisaBieHus [ OA
nnu OKYV.
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[lepen npouenypoii poxutenu (MM 3aKOHHBIE MPEICTABUTEIN)
MAIMEeHTa JIOJDKHBI MTOAMUCaTh MHPOPMHUPOBAHHOE COTIIACHE Ha MPO-
BEJICHUE TECTHPOBAHUS.

Ilpouedypa mecmuposanusa NpoBOAMTCA B aMOYJIaTOPHBIX
YCJIOBUSAX, 4 NPH HEBO3MOKHOCTH aMOYJIaTOPHOI0 TeCTHPOBA-
HUSl — B YCJOBHAX CTALlMOHAPA.

TeCTI/IpOBaHI/Ie HOTCHI.[I/IEUILHOﬁ YYBCTBUTCIIBHOCTHU K JICUCHUIO U
JIEYECHUE CAIIPONTEPUHOM IIPOBOIUT M KOHTPOJIIMPYET BPaY-TEHETHK,
KOTOPBII OCYIIECTBISIET JIeUeHHE 1 HaOmonenre narueHToB ¢ OKY.

TectrpoBaHue Ha ONpeJelieHHe MOTCHIINATBHOW YYBCTBUTEb-
HOCTH K ipeniapary KyBan HaunHaioT npu ctabuinbHoM ypoBHe DA B
CBIBOPOTKE KpOBH He HUKE 450 MKkMOib/1 (7,5MT/11), 1 Ipu OTCYT-
CTBHH Y MAIUCHTA OCTPBIX BOCIAJMTENBHBIX U IPYTrUX 3a00IeBaHuit
(umm obocTpeHust XpoHUUecKkux 3aboneBanuii). [Ipu TectupoBanum
MJIaJIEHIIEB peKOMEHAyeTCsl, YTOOb! ypoBeHb DA KpOBU yCTaHOBHII-
cst Ha 3HaYeHusX 480-600 MxMoub/ (8-10mr/m).

Juis montBepkacHusS HeoOxomumoro ypoBHs DA y manueHTa
nepen TeCTUPOBAHUEM B TEUCHHE KaK MUHUMYM ABYX CYTOK PEKO-
MEHJIyeTCsI OCYIIECTBICHUE MOHUTOpUHTA YpOBHS DA B KpOBU €3Ke-
JTHEBHO, a JUIs y4yeTa (PU3HOIOTUYECKUX CYTOYHBIX KojicOanuit DA
- Kaknple 8 yacoB (3 pasa B CyTKH).

B 1-e cyTku TecTupoBaHHUSI UyBCTBHUTEJIBLHOCTH, MOCe 3abopa
aHaJM3a KPOBH HATOLIAK MJIM Yepe3 J1Ba U 0oJiee 4acoB MOCiIe KOpM-
neHus (Ui TPyOHBIX aerei) (opueHtupoBouHo B §-00 yTpa) s
onpeAeneHns UCX0AHOro ypoBHS DA, malMeHT NPUHUMAET paccuu-
TaHHYI0 103y KyBaHa BO BpeMs 3aBTpaka BMECTE C €0H (OpHeHTH-
poBouHO B 8-30 yTpa). 3aTeM eKeAHEBHO B TeueHUE 7 AHEH yTpoMm
(B OIHO U TO k€ BpeMsI) BMECTE C 3aBTPAKOM IMAIIMEHT MOIy4aeT pac-
CUMTaHHYI0 103y KyBaHa n nmpuaep:kuBaeTcsi pacCCUNTaHHOMN JHETHI
0e3 n3meHenuil. Ha 8-e cyTku TecTUpoBaHUs yTPOM HATOIIAK OepyT
KpoBb Ha DA U aHATU3UPYIOT MOJYYEHHBIE pe3ynbTaTel. B cioyuae
OTCYTCTBHsI OTBETA Ha JIEUEHHE HA 8 CYTKH TECTHPOBAHUE MOMKET
OBITH MPOJOHTUPOBAHO 10 28 AHEH NpHU €KEHEIEIHHOM KOHTPOJIE
KOHLEHTpalUuy (peHuIanaHuHa B KPOBH.
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Cnocod npumenenus u 003ol

TabneTku cieayeT NPUHUMAThH OJIH pa3 B JCHb B OJTHO U TO XKe
BpeMsI, TIPEATNOYTHTEILHO C YTPa, BO BPEMsl €lbl JUISl YBEIUYCHUS
abcopOrun. PexomMeH10BaHHOE KOIMYECTBO TaOIETOK PACTBOPSIOT B
BOJIE, TIOMEIIINBAsI pacTBOp. Bpemsi pacTBOpeHHsI MOKET COCTABIISAThH
HECKOJIbKO MUHYT. JIJIsl yCKOpEeHUsI PacTBOPECHUSI TAOJIETKH MOXHO
W3MENTBINTh. B 1momydyeHHOM pacTBope MOTYT OBITh BUJIHBI HEOOJb-
IIMe YaCTHIIbI, UX MPUCYTCTBUE HE OKa3bIBACT BIMSHUS Ha dhdek-
TUBHOCTbH Tpernapara. [lociie mpuroToBIeHusI PacTBOP CIEAYET BbI-
UATH B Teuenne 15-20 MUHYT.

Ilpuzomosnenue pacmeopa npenapama 01 oemelii 2PyoH0O20 U
pannezo eo3pacma

Jst no3 Mernee 100 mr omHy TabmeTky pacTBopstor B 100 M
BOJIBI. COOTBETCTBEHHO, B 1 MIT pacTBopa OymeT comepkarscs 1 Mr
canponTtepuHa. [y nmpuemMa pekoMeHI0BaHHOH J036I (B MT') HY)KHO
B35Th COOTBETCTBYIOINIEE KOJIMYECTBO MJI MOJYYEHHOTO PacTBOpA.
Jig mpUrOTOBJICHHUA PacTBOpa TOYHO B COOTBETCTBHH C HEOOXOIH-
MBIM 00BEMOM CIIETyeT MCIIOIB30BaTh IMOIXO/IAIIYI0 EeMKOCTh C Tpa-
JIyUPOBKOU B MII.

Ilpumenenue y oemeii

HaznauenHnoe BpadoM KOJTHIECTBO TAOIETOK PaCTBOPSIOT HE 00-
nee 4yeM B 120 MJI BOJIBI U pa3MEIIHBAIOT JIO TIOJTHOTO PACTBOPEHHUSI.

Ilpumenenue y noopocmkoe u 63pocivix

Haznauennoe BpadoM KOJHIECTBO TaOIETOK pacTBOPSIOT B 120-
240 M1 BOABI U Pa3MENIUBAIOT JI0 TIOJTHOTO PACTBOPEHHUSI.

Pacuem 003bt npenapama pON3BOAUTCS HA OCHOBE MACCHI TeJia
naruerTa ucxonst u3z 10-20mr/kr. TecTupoBaHue Ha 4yBCTBUTEIIb-
HOCTh K KyBaHy 1iesiecooOpasHee cpasy Ha4MHATh ¢ J03bl 20MI/KT,
TaK KakK [POBECHNE TECTUPOBAHUs B 103aX <20 MI / KI' MOKET TpH-
BECTH K HENPAaBHJILHOW OIIEHKe oTBeTa mnamnueHTta. CyTodyHas 103a
JOJDKHA OKPYTVISATHCS K Onpkaiemy uuciy, kparaomy 100, cormac-
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HO MareMatuyeckuM 3akoHam. Hampumep, 1o03b1 oT 401 1o 450 mr
caemyeT okpymaTh 10 400 mr, 9TO cooTBEeTCTBYeT 4 TabneTkam, a
110361 OT 451 10 499 mr cnenyer okpymisath Ao 500 mr, T.e. 10 5 Ta-
OneToK.

BaxHbpIM ycI0BHEM B TIEPHUOJT TECTUPOBAHUS SBIISIETCS COOIIO/IE-
HHUE CTA0MIIBHOTO pafoHa MUTaHUs.

Omeem na neuenue npenapamom Kyean onenuaercs mo cre-
MEHH CHUYKEHUSI KOHICHTpaluH (heHUIaIaHMHA B KPOBU OOJBHOTO.
[TarmenT cuMtaercss 4yBCTBUTENBHBIM, €CIM pa3HULa ypoBHS DA,
HOJ'Iy‘-IeHHOI‘O II0 OKOHYaHUU HepI/IO)Ia OII€HKH OTBECTA HA JICUCHHUC, U
ncxomHoro yposus MDA mepes HaYaaIOM MpHEMa TIperapara CoCTaB-
nset 30% u Gotee.

Ecnu B Xxoze tectupoBanus ypoBenb A cHmkaercs Ha 85% u
Oonee, HEOOXOOUMO MPOBOANTE UG PEPECHINANBEHYIO JUATHOCTHKY
¢ BH,-neduuurapivu popmamu I'PA.

OTBeT Ha JICYCHHE CarponTepruHOM MOKHO pacCUUTATh 110 (l)Op-
MyJe:
(DA - DA,) x 100
@A

1
rae @A, — MCXOIHBIH YPOBEHb (eHMIANTaHUHA (JI0 HaYaaa npueMa

mperapara),

@A, - ypoBeHb ()eHMIIATaHNHA 110 OKOHYAaHUH TIEPHOJIA OLEHKHU OT-
BETa Ha JICUCHHE.

Ilpumep npogedenun mecmuposanus Ha YY6CMEUMETIbHOCHb K
Kysany
Pebenky 5 ner ¢ ®AI-3aBucumoit ®KY, macca tena 18 kr.

1. Hduaw 1-i u 2-i: 3a60p kposu u3 nanbia B 8.00. CpenHuii pe3yb-
tat PA crabunpHbed — 7,5-9Mr/an. B Teuenne mocnemyrommx
JTHEH TECTHUpPOBaHMS AWeTa peOeHKa coxpaHseTcs 0e3 M3MeHe-
HUMH.

2. Pacuer mo3sl ipenapara: 18 xr x 20 mr/kr =360 Mr, oKpysieTcs
110 400 M, 9TO SKBUBAJIEHTHO 4 TabJeTKaM canponTeprHa.
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3. Jlens 3-ii: 3a60p kpoBu B 8.00 (PA ), npuem npenapara Bo Bpe-
M3l 3aBTpaka B 8.30.

4. Jlenn 10-ii: 3a60p kposu B 8.00 (PA,), pacyer oTBETA HA JIeye-
HUE MpenapaToM:

DA = 9mr/mi, DA =6mr/an
(9-6)x100:9=33,3%

3akiouenne: cHu:keHue ypoBHsi @A B TeueHue 7 qHeil Te-
CTHPOBAHUSI MOTEHI[HAJLHOI YYBCTBUTEJILHOCTH K Mpenapary
KyBan coctaBuio 33,3% - maumeHTa MOKHO CUMTATH MOTEHIIU-
aJIbHO YYBCTBUTEJIbHBIM K JI€YEeHHIO CATIPONTEPHHOM.

JonroBpemeHHass (UCTHHHAsI) YyBCTBUTEIBHOCTh K IIperapary
OLICHUBAETCSI B MPOLECCE JCUCHUS IIPU CUCTEMAaTHYECKOM MOHHTO-
pupoBanuu ypoBHsI GA B KPOBU U OLIEHKE U3MEHEHUS TOJIEPAaHTHO-
ctu K nuiiesomy DA.

Koppekuusa 003t

Jleuenue npenaparom KYBEIH HCO6XO):[I/IMO Ha4YMHAaTh KaK MOX-
HO paHbULIC IJId MPEAYIPCIKACHUSA Ppa3BUTUA Y ,I[eTefI HeO6paTI/IMBIX
HEBPOJIOTMYCCKUX HapymeHI/Iﬁ, a 'y B3pOCJIbIX - KOTHUTHUBHOM HEO0-
CTaTOYHOCTH U IICUXHUYCCKUX HapymeHI/Iﬁ BCJICACTBUEC JIUTCIBHOTO
MOBBIIICHUH KOHIICHTPAllun (beHI/IJ'IaJ'IaHI/IHa B KpOBHU.

[Ipu mpueme npenapara KyBaH koHueHTpauusi (eHWIaIaHU-
Ha B KPOBH MOJKET CHHM3UTHCS HUXKE LIEJIEBOIO TEPANEBTUYECKOIO
ypoBHs. s moaaepKaHusi KOHUEHTpauuu (eHnnantaHuHa B Kpo-
BU B Ipeneiax PeKOMEHJOBAHHOTO TEPareBTUUYECKOro IUara3oHa
MOJKET MOHAaJO00UTHCSI KOPPEKIHS 103l CAPONTEPHUHA WIM HU3Me-
HEHHWe MocTyIuieHus (permnanannHa ¢ numei. Yepes 1-2 Hemenu
[ocJie KaXKJI0M KOPPEeKIHMH J03bl Ipenapara, 0OCOOCHHO Yy AETeH,
PEKOMEHyeTCs ONpenessiTh KOHUEHTPAUUIO (eHuIaNlaHuHa U TH-
PO3MHA B KPOBH, a TAK)KE PErYISIPHO KOHTPOJIUPOBATH 3TH MOKa-
3areNy B JalibHEHIIEM M0l HaOMIoneHueM Jjedamero Bpada. [lpu
HEBO3MOXXKHOCTH JOCTH)KEHHUS LIEIEeBOM KOHLEHTpauuu (eHua-
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JaHWHA B KpoBW Ha (oHe nedyeHws mpemnaparom Kysan, ciemyeT
MPOBEPUTH TOYHOCTH COOJIONCHUS MAIIMEHTOM TEPareBTUYECKOTO
peXuMa U JUETH Tepe]l IPUHITHEM PEIICHHUSI O KOPPEKIUH 1035l
npenapara. [Ipekpamars npueM npenapara KyBaH MOXHO TOJBKO
oyl HabOJIoeHneM Jjedariero Bpada. [1oCKoIbKy KOHIIEHTpAIlHs
(eHnIANaHWHA B KPOBU IOCJE MPEeKpalleHnus IpHueMa Impernapara
KyBan MoxeT Bo3pacTaTh, HCOOX0AMM 00Jiee JacThIM ee KOHTPOIh
B TIEPHUOJI N3MEHEHUS CXeMBbI JICUCHHs, @ TAK)Ke KOPPEKIUs TUETH-
YeCKHX peKoMeHJanui. B Hacrosiee BpeMsi peKoMeHyeTcs MoI-
nepxuBarh ypoBeHb @A kpoBu B auamnazone 120-360 MKMOIB/T y
MAIMEeHTOB BCEX BO3PACTOB.

JnmurenbHas MenukamMeHTo3Has Tepanust y 0onpHBIX DKY, oT1-
BEUAOIIMX Ha JICYCHHUE CalpONTEPUHOM CHUYKEHHEM YpoBHA DA
B KPOBH, MPOBOJIUTCA B KOMOWHAIIMU C TMETOW TPU HCIIOIH30Ba-
HHUHM aMUHOKHUCJIOTHBIX CMECEH, KOJMYECTBO KOTOPBIX ONpPEAEIISIeT
Bpad.

IIpumenenne KyBana
y 6oabHbIX ¢ BH 4-}1e(1munTH0ﬁ T DA.
MenukamMmeHTO3Hasl Tepanus
npu BH 4-Ile(l)I/IIII/ITHl)IX coctoauusax ¢ ' DA u 0e3 ' DA

Hauanpras nosa mpemapara KyBaH y B3pocibIX W jieTelt ¢ He-
nocTarouHoCThI0 BH, cocTapnser or 2 10 5 MI/Kr Macchl Tena npu
npueme 1 pa3 B neHb. [lo3a MoxeT ObITh yBenmueHa 10 20 Mr/Kr Mac-
CBI TeJa B JIeHb. J{J151 TOCTMKEHNS ONITUMAIIEHOTO TEPAIIeBTHIECKOTO
addexTa cyTouHas 103a mpenapara MOXeT ObITh pa3JieieHa Ha 2 WITH
3 mpueMa B TEYCHHE JHS.

B komruiekc nedeHHsi OONBHBIX TaKXKe BXOIST TMpenaparsl
L-momer (10-15 mr/kr/cyT) B couetannu ¢ kapouaormoit (1-1,5 mr/xr/
cyT), S-okcurpurnrodan (10 Mr/kr/cyr), S-bopmunrerparuapodoaat
B CpelHeil 03¢ 25 MI/CYT, B HEKOTOPBIX CIIydasiX JIMeTa ¢ OrpaHuye-
HreM DA u donmeBast KHCIIOTA.
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Tabmuma 8
Cxema Tepanuu Npu pa3InYHbIX
BH, nedpuuutnbix coctosinusx ( ¢ I'PA u 6e3 I'PA)*

*
CperncTBa Tepanuu *%

S| <
g e s
AERE
£ | B
o I~ Q
H oy | B
< = = X
= S e
S | = <
< = ] 9] m
ElE & s | L
+ |0 |© = = E:
MDepMEeHTEHI = | |g|E |2 |3
AN S
GTPCH + |+ |+ |+ -] -
DRD/aytocomuo-gomuaanTHeii Tum GTPCH | - | + | + | - | - | -
PTPS ymepenHas ¢popma + - -] - -] -
PTPS tsmxenas Gpopma + |+ -] -
DHPR S I B B B S
SR e
PCBD + |+ |+ |+ -] -

*-rabnuua cocrasiena no aanHeiM N.Blau 2014.
**. mpemnapar He 3apeructpupoBan B Poccuiickoit denepanmnmu

[Iporuos manueHToB ¢ HapyHIEHUIMU OOMEHa TEeTParuIpoOHor-
TEepHUHA B 3HAYUTEIHHON CTETIEHU 3aBUCHUT OT CBOEBPEMEHHOH JIua-
THOCTHKH M BO3pacTa Havaja jedeHus. [Ipyu paHHem cTapre Tepanuu
(Ha IepBOM TO/Ty JKU3HH peOeHKa) PH MHOTHX (pOpMax ymaeTcs J0-
OUTbHCS MOTHONM KOMITEHCAITUH, OTHAKO Tepanus y JaHHBIX OOJBHBIX
Ha3HA4aeTCs MOKU3HEHHO U KOPPEKTHUPYETCSI B COOTBETCTBUU C HH-
TUBHTyaTbHON TTOTPEOHOCTHIO.

KOHTpO.]'II) 3a AICKBATHOCTBIO TEpalnuun

Jleuenne 6onpHBIX OKY HEOOXOAMMO MPOBOIUTH IOJI CTPOTUM
KOHTposeM coaepkanusd @A B CBIBOPOTKE KPOBU. DTOT MOKA3ATEIb
SIBJISIETCS. TVIABHBIM KpuTepueM 3(PQEeKTUBHOCTH AUeTOTepanuu. Y
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O6ompHBIX PKY 0H J0KEH HAXOAUTHCS B cpeaHHX mpenenax 180-240
MKMOuTb/T (3-4 mr/mn). Ecin ypoBenb DA cocrapmnsier 120 MKMOITB/T
(2 Mr/mm) 1 HUKE Wity IpeBbImaeT 360 MKMOIB/IT (6 MT/mT), Heo0X0-
IMMa KOPPEKIINs Oelika B parfnoHe peOcHKa.

B Poccuun pexomenayercs clieAyrolas cxema KOHTPOJI 3a Co-
nepxanreM GA B KPOBH y JIETeH U B3pOCIBIX, 00TIbHBIX DKV

- B BO3pacTe 70 3-X MecsIeB - 1 pa3 B HEAEMIO (10 MOTyYeHHs
CTaOUJIBHBIX pe3ynbTaroB) u Aanee 1 pa3 B 10 guei,

-c 1 roma o 6 et — 1-2 pa3 B mecsl,

-c¢ 7 mo 12 net - e menee 1 pasa B MecsIl,

-mocne 12 net - 1 pas B 2 mecsia,

- st 6epemenHbix ¢ DKV - 1 pa3 B 7 aHel.

Tepaneruueckuil nuanazoH ypoBHs DA B CHIBOPOTKE KPOBH
MOXKET OBITh PACHIMPEH B 3aBUCUMOCTH OT BO3pacTa U OclabieHus
JUETUYECKUX orpaHuueHui. YpoBeHb DA, momycTUMBIH Asst 00Ib-
HbIX ¢ @KV paznuunoro Bo3pacta, mpenctasiex B Tabnuue 9. Onna-
KO, C MOSIBIEHUEM HOBBIX TEPANEBTUUECKUX BO3ZMOKHOCTEN MeTuKa-
MEHTO3HOTO JIEUEHUsI PEKOMEHIyeTCs PUAEP)KUBAThCsl ypoBHs DA
B KpoBH 120-360 MKMOJB/JT (2-6MT//151) ISl BCEX BO3PACTOB.

Tabmuma 9.
Pexomennyemblii ypoBenb @A B CbIBOPOTKE KPOBHU
y 60obHbIX DKY, Haxoasimuxcst Ha Jie4eHUn

Bospacr Yposens A

W TIEPUOJIbI KU3HU MAIINEHTOB MKMOJIB/JI MI/70
0-6 ner 120-360 2-6
7-9 ner 120-360 2-6
10-12 et 120-360 2-6
13-15 ner 120-600 2-10
16-18 set 120-900 2-15
18 ner u crapiie 120-900 2-15
[penKoHUENTyaTbHbIH ITIEPUOJ U TIEPUOJT 120-240 2.4
OCpEMEHHOCTH
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s xeHumH penpoaykTuBHOTo Bo3pacta ¢ @KV B npekoHiien-
LIMOHHBIN MIEPUOA U BO BpeMsi 0epeMEHHOCTH PEKOMEH TyeMbIi ypo-
BeHb cocTaBisieT 120-240 MkMomb/ (2-4Mr/m1).

Ha ¢one nedenns HeoOX0MIUMO TPOBOIUTH KOHTPOIb 32 HYTpH-
TUBHBIM CTaTyCOM OOJIBHOTO, (PH3MUECKUM U UHTEIJIEKTYaJIbHBIM pa3-
BHUTHEM, OCYIIECTBIISATh HAOMIOAEHUE 32 COCTOSTHUEM 3/I0POBbS JIeTei
C TIPUBJIEYEHUEM Bpayel CIIEIHaIiCTOB, NCTIONBF30BAHUEM (PYHKIIHO-
HaJIBHBIX MeTomoB uccnenoBanus (Y3U, D3I, MPT), a Takke KOH-
TPOJh KIIMHUKO-Ta00paTOPHBIX TTOKa3aresnel (00Ire aHaI3bl KpOBH
¥ MOYH, OOIMK GeJIoK M ero (hpakiuu, MO MOKa3aHUSIM JIUTIHTHBII
npoduiib, TIOK03a, (DEepPPUTHH, KPEaTWHWH, CHIBOPOTOYHOE >KEIle-
30 1 1p.), 1 pa3 B Toay peKOMEH]IyeTCsl HCCIIeIOBaTh aMUHOKHCIIOT-
HBIH criekTp KpoBu. OOIHi aHaH3 KPOBU PEKOMEHTYETCS JIeIaTh He
pexe 1 pasza B 6 mecsrieB, Onoxumudeckuit — 1 pas B rof. st orieHKH
WHTEJUIEKTa ¥ JIPYTUX BHJIOB IICUXUYECKON JESATEIBHOCTH OONBHBIX
@KV ucnonb3yrT COOTBETCTBYIOLIME NPOrpaMMbl U TecThl. [Tokaza-
Ha KOHCYJBTAIUS MEIUIIMHCKOTO Ticuxoniora. KoHTponb dochopHo-
KaJILITUEBOTO 0OMeHa (KasbItuii, Gocdop, OCTCOKATBITNH, TapaTrop-
MOH H JIp.) AOJDKEH MpoBoANThCs ¢ 1 roza sxu3nw. [larpientam crapiie
13 net pekoMeH TyeTcsl TPOBeICHNE IEHCUTOMETpHH | pa3 B TO7.

ITPOT'HO3

[TporHO03 COCTOSIHHS U YPOBHS ICUXUYECKOTO PA3BUTHSI OOJIBHBIX
3aBHUCHUT OT MHOTUX (pakTOpoB: (hopMbI 3a00JIEBaHHS U CBS3aHHOH C
HEH TSOKECTH DH3MMHOTO Jie()eKTa, CPOKOB Havalla U aJIeKBaTHOCTH
CTEUAIN3UPOBAHHOTO JICYCHUS. bombIlioe 3HaYeHUe UMEeeT PUBEp-
YKEHHOCTB JICUCHHIO BCEX YICHOB CEMbH OOJIBHOTO, a B IaIbHEHIIIEM —
U CaMOro MaIUeHTa.

Hnst xnaccuueckoid OKY, BBISIBICHHON B MEpPBBIC HEACIU KU3-
HU peOEHKa, TIpU COOIOICHUU PEKOMEHJAMI BpadyeH Mo JICYCHHIO,
MPOTHO3 1O 3a00eBaHMI0 OnaronpusTHHINA. JleTH mocemarT mac-
COBBIE JETCKHE M 00pa3oBaTeNbHBIC YUPESKICHUS, 3aHUMAIOTCS B
JIOTIOJTHUTENBHBIX KPYKKaxX, B JAIbHEHIIEM MOCTYNAalOT B BBICIINE
y4eOHbIC 3aBE/ICHUSI.
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MEJIUKO-T'EHETUYECKOE
KOHCYJIbTUPOBAHUE
N ITPOPUITAKTHUKA

BepostHOoCTE poskenus pedberka ¢ DKV y sKeHITUHBI HITH MYX-
YUHBI, CTPAIAONTNX JTaHHBIM 3a00JI€BaHUEM, PEATH3yeTCs B CiIydae,
ecnm oterr pederka Ttakxke crpagaer OKY (puck 100%) nmm sBmus-
€TCSl TETePO3UTOTHBIM HOCUTENIEM MyTaHTHOTO reHa (puck 50%). B
CBSI3W C T€M, YTO Ha KIIMHUYECKOM YPOBHE HOCUTEIHCTBO MyTaHTHO-
TO TeHa BBISIBUTh HEBO3MO)KHO, BCEM 3/I0POBBIM MYXXUYWHAM U JKEH-
IITTHAM, BCTYMArOIMuM B Opak ¢ OombHBIM DKY, jkenarensHO TIpo-
BECTH MOJIEKYJSIPHO-TEHETHYECKNI aHaJIN3 Ha HAJIMYHE MYyTalui B
rexe PAH.

MonexkynsipHO-TeHETUUECKHE METOJIbI MO3BOJISIIOT BBIABUTH Ie-
TEPO3UIOTHOE HOCHUTEIILCTBO TEHHOro jedekra, 4ro olJerdaet
MEJIUKO-T€HETUYECKOE KOHCYJIBTUPOBAHUE W IPOBEIAEHUE IpEHa-
TaJIbHON NUarHOCTUKH.

[Mpodunaktuky ['A MOXKHO pa3eUTh HA TPH YPOBHSI.

1. IIpocnieKTUBHOE MEAMKO-I€HETUYECKOe KOHCYJIBTHPOBAHUE
nap, MIaHUPYIOLUIUX OEpPEeMEHHOCTh ¢ PeKOMEeHAalue odcie-
JIOBAHUS HA FeTEPO3UTOTHOE HOCUTEIBCTBO YACTBIX MYyTaLMM
B rene PAH. Ilpu BeisiBnennn @A B cembe — oOcienoBaHue
POACTBEHHUKOB ISl YTOUHEHUS T'€TEPO3UTOTHOIO HOCUTEIIb-
CTBa MYTAalUU.

2. B cempbe, rne umeetcs pedenok ¢ ['DA, npu crenyromeii Oepe-
MEHHOCTH NPOBEICHHE IPEHATAIEHON JUarHOCTUKH JIJIsl yTOYHE-
HUS HAJIMYMS ATOJIOTUH Y TUIOJA.

3. IIpoBeneHne HeOHATANBHOTO CKpUHHHTA ¢ oxBaroM 100% HOBO-
POXKICHHBIX, TO3BOJISIOIIECTO PAHO BBIBUTH 3a00JIEBaHHE, CBO-
EBPEMEHHO HayaTh JICUCHUE U M30eKaTh TSDKEJIBIX MPOSBICHUI
MaToJIOTUH.
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MATEPUHCKASA ®KY

Hauano nedenuss ®KY B nmpekoHIENIIMOHHBIA MEPHUOJ MyTEM
crabmmm3anuu ypoBHsI DA 10 peKOMEHIAOBAHHBIX MU 2-4 MT/miI
MPEIOTBpAIIaeT pPa3BUTHE BHYTPUYTPOOHOTO MMOpPAXKEHUS TILIOAA
BCJIe/ICTBUE TUNIep(eHMITaTaHIeMUH MaTepH.

[Tatorenernueckuii noaxon k JjedeHntro PKY He ycTpasser
OCHOBHOTO TEHETHYECKOTO, a, CJIEAOBaTEIbHO, U OMOXMMHYECKO-
ro ged)ekra, 4To UMeeT OOJIbIIOE 3HAYCHUE ISl )KEHIIMH, O0JIbHBIX
OKY, xkenaroimmx uMeTh JieTeid. BoIbIIMHCTBO HKEHIIUH JETOPOIHO-
ro Bo3pacta ¢ @KV HaxonsaTcs Ha paCIIMPEHHOM 1HUeTe, YTO IIPUBO-
IUT K TOBBITIICHUIO ypoBHI DA B KpoBH. BBICOKas KOHIIEHTpAIIHS
ATOW aMHUHOKHCIIOTHI B KPOBH M OKOJIOTUIOMHBIX BOJaX OEPEeMEHHOM,
crpamaromeir @KV, obmamaer cepbe3HBIM TEPaTOTEHHBIM BO3ICH-
CTBHEM Ha 110, JlaHHbIA (eHOMEH MOJY4YW)I HAMMEHOBAHHUE Md-
mepunckou @KY. llosiBieHne Npu3HaKoB NaTOJIOTMX Yy MOTOMCTBA
HE 3aBUCHUT OT HAJUYHS WIH OTCYTCTBHUS YMCTBEHHOU OTCTAJIOCTH Y
JKCHILUHBI U He 00YCJIOBJICHO pa3ButueM y aereid GKY.

Knuanyeckue npu3Haky MaToOJOTHU BKIIIOYAIOT MOBBIIMIEHHYIO
YacTOTY CIIOHTaHHBIX a00PTOB y OOJBHBIX JKEHIIMH, CHU)KEHHE Mac-
Chbl U pOCTA JIETEH IIPU POXKIACHUH, YMCTBEHHYIO OTCTAJIOCTh, MUKPO-
nedannio, BpOXJICHHBIC TMOPOKH cepala, opodarnuanbHble paciie-
JIUHBI, 9KCTPOPHUIO MOYEBOTO Iy3BIPS M APYTHX MOPOKOB Pa3BUTHSI.
OmnwucaHbl TakKe JTUIEBbIC TU3MOP(QHU: THIIEPTEIOPU3M, ITUPOKOE
[IEPEHOCHE, BBIBEPHYTHIE HO3APH.

TspkecTh MopaykeHus I10/1a KoppenupyeT ¢ ypoBHeM DA B mias-
Mme Marepu. Smith L. et al. (1990r.) ycranopieHa npsiMast 3aBUCHMOCTh
MEX]y OKPY’KHOCTBIO T'OJIOBBI Y HOBOPOXK/IEHHOI'0, a TaKXkKe €ro mMac-
coil u koHueHTpaueit @A B muasme y Marepu B niepuof 3adarus. [1o
nanabM Levy H.L. (1996), y senumH ¢ kinaccudeckoit OKY, ueii ypo-
BeHb DA Bo Bpemst OepeMeHHOCTH TpeBbIeT 20 MI/IJ1, PUCK POKIe-
HUsI peOeHKa ¢ MUKpouedaIneil U mociaeayromed yMCcTBeHHON 0TCTa-
JOCTBIO cocTaBiseT oT 75 10 90%, ¢ BpOXKIEHHBIM ITOPOKOM cep/iia
oxono 15%, ¢ Hu3koi Maccoii Tena npu poxxaeHnu — 40%. CornacHo
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JIPYTUM JIATEPATypHBIM JTAaHHBIM, PUCK Pa3BUTHS MHKpolehaiuu y
ioaa mpu ypoBHe DA Oonee 15Mmr/m1 Ha 8 Henmene 6epeMEHHOCTH CO-
CTaBIISIET OKOJIO 85%, PHICK BO3HUKHOBEHHMS y TLIOJA TIOPOKOB CepIia
MTOBBIIIIACTCS, €CIIM B KPOBHM OCpEeMEHHOM Ha 8-if Henene ypoBeHb DA
cocranisut 6onee 10 mr/m.

MNPOPUIAKTUKA MATEPUHCKOH ®KY

YacroTa OTAETHHBIX MPOSBICHUN MATOJIOTHH TUIO/A PE3KO CHHU-
YKAeTCs TIPU YMECHBIICHUH KOHIIeHTparu PA B KpoBU OepeMeHHOM
KEHIIIUHBI, YTO JOCTUTAETCS 32 CYET CTPOTHX JAUETHIECKUX OTPaHu-
YeHWH, a IMEHHO orpaHudeHus mocTymeHus A ¢ nmumei. [IpuH-
IIATT OpTaHU3AINH JUETHI s OepeMeHHbIXx PKY He oTmgaeTcst oT
TaKoOBOH y feTe, 60mpHBIX DKY.

AnexBaTHas, CBOEBPEMEHHO Hadartasi JHETOTeparnus MpH XOpo-
nreld KOMIUTAGHTHOCTH MAIMEHTOK CrocoOHa MpeJIoTBpaTUTh pas-
BUTHE KIMHUYECKUX CUMITOMOB MarepuHckoil @KY. UyBcTBUTEb-
HOCTh 3MOpPHOHA K TePaTOTeHHBIM BO3/IEHCTBUSIM 0COOEHHO BBICOKA
B IIEPBBIE JIHU U HEJEIHU €r0 Pa3BUTHS, TIO3TOMY PEKOMEHAYETCs Ha-
YHHATH IMETY €Ille 10 HACTYTJICHHUs] OepeMEHHOCTH.

IIpumenenue Kysana npu depemennocmu u 6 nepuoo pyoHo2o
6CKAPMIUGANHUSA:

Borpoc o HazHaueHuu npenapara KyBan OepeMeHHOMN jKEHIIUHE
JIOJDKEH paccMaTpuBaThCs B TOM CITydae, €CIIM CTPOroe COOITIOIeHNE
JIMEThI He 00eCIIeunBacT aJIeKBaTHOIO CHIDKEHHUSI KOHIICHTpAIMU Qe-
HUJIaJaHuHa B KpoBH. llpemapar ciemyer Ha3HadyaTh OEpEeMEHHBIM
KEHIIMHAM C OCTOPOKHOCTHIO. Llenecoob6pa3Ho mpoBOAUTH TECTH-
pOBaHNE HAa UyBCTBUTENHHOCTH K KyBaHy /10 HacTyIuIeHHs 6epeMeH-
HOCTH C LIEJIbIO BBISBJICHHUSA NOTEHIMAIHFHO YyBCTBUTEIBHBIX IMAIU-
€HTOK, ITPX 3TOM UCIIOJIb3YETCS CTAHIapTHAs! IPOLIEypa TECTUPOBA-
HUs. OT0 03BONHT keHIrHAM ¢ @KV HauaTh prem camponTepuHa
MPY HACTYIUICHHH OEPEMEHHOCTH M MOBBICHTH TOJEPAHTHOCTS K ITH-
meBoMy (heHUJIATaHHHY.
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[lonTBepKAeHHBIE TaHHBIE KIMHUYECKUX HCCIIEIOBAaHHMA O TI0-
CTYIUICHHH CaIpONTEPHHA WIH €0 MeTa0OIUTOB B IPYAHOE MOJIOKO
JKSHIIUH OTCYTCTBYIOT. [loaTomy mpenapar KyBan He pexomeH 1yeT-
csa nmpuMeHaTh xeHiuHaMm ¢ KV u I'DA, kopMmsiuM cBOUX JeTei
TPYyAbBIO.

IMoaroroBuTe/ILHLIN JTAI -
MepuoI MPUHATHS PelleHust
0 1eTOPOXKACHUH

Ha monroroBuTensHOM 3Tare elareabHO MPOBECTH O0CIIenO0-
BaHHWe Oy/IyIIero OTIa Il UCKIFOUEHHSI BO3MOXKHOTO HOCUTEIHCTBA
MyTanui reHa PAH, OlleHUTh (PU3UYECKOe pa3BUTHE U 37I0POBbE Oy-
Iyliel MaTepy, IPOKOHCYJIBTUPOBAThH €€ Y TMHEKOJIOra.

[IpoBonutcs Gecena ¢ xeHuuHOM ¢ quarHozom @KV, xena-
IOLIEH CTaThb MAaTepblO, O BO3MOXHOCTH TEPATOI€HHOI'O BIIMSHUS
DA Ha mIox Mpu HEeCOOTIONEHUH ONTHUMaIbHOTO YpoBHS DA 10
3a4aTus W BO BpeMs Bceil OepemeHHOCTH. YpoBeHb DA chIBO-
pPOTKH KpOBHM Oyayliedl Marepu He JOJDKeH mpeBbimarh 120-240
MKMOJIB/JT (2-4 MT/1i1), 0COOCHHO B TIEPBBIM M BTOPOH TPUMECTPHI
OepeMEHHOCTH, KOTZla B OpraHM3Me IIoJa elle He BhlpadarbiBa-
10TCsL COOCTBEHHBIE (PEPMEHTBI. DTO CBSI3aHO C TEM, UTO COZEpPIKa-
Hue GA B OKOJNOIUIOAHBIX BOJax B 1,5-2 pasa Bhlllie, YEM B ChIBO-
POTKE KPOBH.

Oco00eHHO Ba)KHO, YTOOBI HACTYIUICHHEC OCPEMEHHOCTH ITPOFC-
xoamiio mpu ypoBHe DA B KpoBH, HE TpeBhITIaronieM 240 MKMOJTB/JI
(4 mr/mn). Hccnemosanue, mposenennoe Lee PJ. et al. B Bemmxo-
OpUTAHUM [OKA3all0, YTO y KEHIIWH, HAYaBIINX COOIIONATh JTUETY
yKe TIOCJIe HACTYIJICHUS] OEPEeMEHHOCTH JIETH POXKIAIUCH C MEHb-
el Maccol ¥ OKPYXKHOCTBIO TOJIOBBI, CPEIM HHUX Yallle OTMEYAINCh
MOPOKH ceplilia ¥ HIbKEe ObUT HHACKC WHTEIUICKTYaILHOTO Pa3BUTHS
(IQ) (Tabin.10).
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Ta6muma 10.
Biusinue cpokoB HaYaJ/1a IMEeTUYECKOH Tepanuu
y :xkeHlMH ¢ ®KY Ha pusuyeckoe cocrossHne U ncuxmyeckoe
pa3Butue ponuBmuxcs y Hux gaereii (Lee P.J. et al. 2005).

CocrosiHue 310poBbsi  |Marepu Hauanu| MaTtepu Havamu Jue-
POAMBIIHXCS ACTEH TUETY 710 HACTY-| Ty MOCJE HACTYIIIe-
TUICHUSI 3a9aThsi| HHs OCPEMEHHOCTH
Macca tena (T) 3160 (+612) 2818 (+ 711)
OxkpyxHOCTB ToNIoBBI (cM) | 33,6 (+1,9) 32,7(+ 2)
Hanuuue nmopokos cep/iia 2,4% 17%
1Q B 8-mm netHeM Bo3pacte | 1089 (£ 15) 86,5 (+13)

Oco0eHHO BaKHO TIOMHUTH O HEOOXOIUMOCTH 3a4aThsi peOeHKa Ha
(one Huskoro ypoBHst DA B kpoBu xeHiuHaM ¢ [DA no 8 mr/mi, y
KOTOPBIX OTCYTCTBOBaJIa HEOOXOIMMOCTb COOMIONATh ANUETY B ICTCTBE.

HUccnenosanue kanaackoro yueHoro W.B.Hanley, o600uuBmero
MHUPOBOH OIBIT U COOCTBEHHBIE HAOIIOACHUS, TIOKAa3aJI1, YTO KEHIIHU-
Hbl ¢ MsTkUMU popmamu OKY u I'DA ¢ HOpMaIbHBIM HHTEIUIEKTOM
MOTYT POIUTH JEeTEl C Cephe3HBIMHU MOPOKaMHU Pa3BUTHS. Brixoqom
W3 CO3JaBILCHCA CUTyallMd aBTOP CUMTACT MPOBEICHHE CKPUHUHIA
Ha KV y KeHIMH GepTHIBLHOTO BO3pacTa.

[Nockomnbky B Poccuu 1moo0HBIN CKPUHUHT HE ITPOBOIUTCS, PO-
nuTensaMm aesodek ¢ 'DA, HabIromaromuxces B MEAUKO-TEHETHYECKUX
KOHCYJIBTAIUAX, CIEIyeT MEePHOINISCKH HAIIOMHUHATH O HEOOXOIu-
MOCTH TIOJIY4€HHU S KOHCYJIBTAIINH IO TOCTIKEHHIO TTAIIHeHTKON (ep-
THJIBHOTO BO3pAcTa O TUNIAHUPOBAHUH OEPEMEHHOCTH U HEOOXOTUMO-
CTH MHIUBUIYAIBHOTO MOA00pa TUMO(EHWIaTaHHHOBOW JTHETHI J10
3a4aTUs ¥ BO BpeMsi OEPEMEHHOCTH.

C yderoM 0COOEHHOCTEH ICHX0-3MOIMOHAIBHOTO M (DU3UOIIO-
TUYECKOTO COCTOSIHHA OEpEeMEHHBIX, BO3OOHOBJICHHE W TOJIepiKa-
HHUE CTPOTOH THETHI MOKET BBI3BATH CEPhE3HBIE MTPOOJIEMBI, C IENBI0
NpeaynpexieHus: KoTopbix jAeBoukaM ¢ MOKY pexomenayercs
NMoaAepP:KuBaTh coaep:kanne @A B KPOBH Ha ypoBHe 10 4 MI/IJ
He3aBHCHMO OT BO3pacTa.
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IlepBblii 3TaN - EPeX0 HA INEeTOTEPANTUI0
U 10cTHKeHne YpoBHA DA 3-4 mr/nu

XKenmmHam, He cOONIONABIINM CTPOTYIO AUETY, 10 HACTYIUICHUS
OepeMeHHOCTH HeOOXOANMO BEPHYThCS Ha TUIO(EHUIATAaHUHOBYIO
auety. [1o BO3MOXKHOCTH, IEPUO OT MOMEHTa JTOCTHIKECHUsI JOIy-
cTuMOro ypoBHs DA B KpOBH 10 MOMEHTA 3a4aTHsl JOJKEH OBITH
MUHHMAJIbHBIM. YIUIMHEHHE 3TOTO MEPUOAa MOKET NPUBECTH K He-
JKEJaTeIbHBIM MTOCIEICTBUAM: CHUKEHHIO MAacChl Tella KEHIIWHBI,
YXYIILECHUIO HYTPUTUBHOTO CTaryca, 000CTPEHHUIO XPOHUUECKUX 3a-
OoneBaHU.

[Ipu opranmzanuu auerorepanuu xeHmuHam ¢ DKY veobxonu-
MO YUYHUTBIBATD:

1) panee mprOOPETEHHBIN OMBIT COOTIOICHUS TUETHI,
2) MHANBUAYATHHYIO TOJIEPAHTHOCTH JKEHITUHBI K DA,
3) ypoBerbr DA B KpOBH Ha MOMEHT IUTAHUPOBAHUS OEPEMEHHOCTH.

LlenecooOpa3Ho uisl KaKIOW KCHIUHBI 1000paTh Hauboliee
OINITUMAJIbHYIO IO BKYCOBBLIM Kau€CTBam JIC‘-IC6HyIO AMHUHOKHCIIOT-
HYyI0 cMech. [IpeanodTurenbHee UCIONb30BaTh CMECH C BBICOKUM
cojiepkaHueM OekoBOro skBuBajeHta (ot 69 mo 77 r Ha 100r cy-
XOTO MPOAYKTA), KOTOPBIE MPEeIHA3HAuYEHBI JJIs AUETOTEPANTUH 01
poctkoB u B3pocheix ¢ ®KY. HecMoTpst Ha TO, 9TO OONTBIIMHCTBO
neyeOHBIX cMecell colepKaT aJleKBaTHOE KOJMYECTBO BHUTAMHUHOB
U MHUHEpaJIbHBIX BEIIECTB, HEOOXOIUMO KOHTPOJIMPOBATH YPOBEHb
OeJka, reMorIo0rHa, MUHEPaJbHBIX BellecTB (Jkene3a, Me/u, Kallb-
uus, ocdopa, cenena, nuHKa), BuTaMmuna B12, ponueBoit kuciaoTst
B KPOBU KCHIIUHBI. HpI/I BbISIBIICHU U I[C(I)I/H_[I/ITa MEPEHYUCIICHHBIX BC-
IeCTB HCO6XOILI/IMO }:[O6aBH$ITb HX B BUAC BUTAMUHHO-MUHCPAJIbHBIX
KOMIUIEKCOB. JIJIsl MOBBILIEHUS KAJIOPUHHOCTH PALIMOHA PEKOMEHY-
€TCA aKTUBHOC NPUMCHCHUE HI/I3KO6CJIKOBI>IX IMPOAYKTOB.

VYpoBerb DA B KpoBH B TEPHOJ MOATOTOBKUA K OEPEMEHHOCTH
JIOJKEH KOHTPOJIMPOBAThes He pexxe 1 pa3a B Henemto. [locne noctu-
xeHus ypoBHsI DA 3-4 MI/ai1 MOXKHO MPEKPATUTh KOHTPALIETIIHIO.
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Bropoii 3Tan - 1ueroTepanusi BO BpeMsi 6epeMeHHOCTH

OcHOBHOM 3aia4eil TaHHOTO Mepuoja SBISETCS MOAAepKaHUe
ypoBHsi DA B KpoBU OCpeMEHHOH B AOMYCTUMBIX, B 3aBUCUMOCTHU
OT TpUMECTpa, Ipejeiax myTteMm auertorepanuu. CoriacHO Ha-
omonenusim Maillot F. et al., ypoBenb @A B kpoBU B TeueHue 1-ro
TpuMecTpa OEpeMEHHOCTH KOHTPOJIUPYETCS Yy JKEHIIUH 2-3 pa3a B
HEJIEIIO, BO 2-M TPUMECTPE - €XKEHEACIBHO, B 3-M - B cpeaHeM 1
pa3 B 2 HeJeNn; aHaJIu3bl KPOBHU OOLIUI 1 OMOXUMHYECKHIA C Ompe-
JIeJIEHUEeM YPOBHSI 3JEKTPOJIUTOB U BUTAMHUHOB MpoBoasTcs 1 pa3
B 1,5-2 mecs1a, KOHTPOJIb THPO3UHA B CRIBOPOTKE KPOBHU — 1 pa3 B
TPUMECTP, MOHUTOPUHT MPUOABKH MacChl TeJla - €KCHEJCIbHO B
[-m u [I-m TpumecTpax 6epemenHocTH, 1 pa3 B aBe Henenu — B [11-m
TpuMecTpe. YpoBeHb ¢peHunantanuna B [ u Il Tpumecrpax cienyer
nojiepkuBaTh B npeaenax 2-4 mr/mn, B 1l tpumectpe Gepemen-
HOCTH — 40 6 Mr/mI.

ITo HabmromeHusiM MOCKOBCKOTO IIGHTpa HEOHATaJIbHOTO CKPH-
HUHTa, y skeHIH ¢ DKY Bo Bpems OepeMeHHOCTH UMeeTCs 001mas
TEHJCHIUS - MPAKTUUYECKN BCE JKEHIIMHBI BO BpeMs MEPBOTrO TPH-
MecTpa Tepsuii B Macce B cpegaeM 4,5 kr. [IpubnmsurensHo ¢ 15-17
Henesb OepeMEHHOCTH HayMHajIach NMpHOaBKa B Macce paziIMyHON
crerieHu (B cpegHeM 10 kr). Pacuer Oenka oCyIeCTBIISIICS UCXOIS
13 PEKOMEHAYEMbIX HOPM MOTPEOHOCTEH /ISl B3POCIBIX JKCHIUH C
YYETOM JIOTIOIHUTENIBFHOTO KOJIMYECTBA OCJIKOB, )KUPOB, YIJICBOIOB U
SHEPruy B epuojae OEPeMEHHOCTH.

B Tabmune 11 npuBeneHsl TOTPEOHOCTA B OCHOBHBIX IMHIIEBBIX
BemiecTBax y xeHmuH ¢ OKY, nabironaBmmxcs Bo Bpemst OepeMeH-
HOCTH B MOCKOBCKOM IIEHTPE HEOHATAILHOTO CKPUHIHTA.

JKenmmaam, 3a0epeMeHeBITHM 0€3 COOTBETCTBYIOIIETO KOHTPO-
s @A, morpelyercsi 3HAUYUTENbHAS TONJEPKKA ISl CBOEBPEMEH-
HOTO JIOCTHXKEHHUS peKOMeHyeMoro ypoBHsS DA, KOTOpHIA TOJKEH
OBITH CHI)KEH HE TO37Hee 8-MH HeJlelnb OepeMeHHOCTH. MOoXeT 1mo-
TpeOoBaTbCcs MHTEHCUBHOE JICUEHHUE, B TOM YHCIIE TOCTTUTAIN3aIIN,
JUTSL BBEJICHUSI TUETHYECKOTO KOHTPOJIS.
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Tabmuma 11.
IloTpedHOCTH B OCHOBHBIX MUIEBBIX BElECTBAX Y *KEHIIUH €
DKY Bo Bpems 0epeMeHHOCTH (1aHHbIe MOCKOBCKOTO IIeHTpa
HEOHATAJLHOT0 CKPMHHHIA, He ONY0JUKOBAHBI)

Iepuon | IMorpe6HOCTs B |benkwm, | benku ecre- | XKu- | Yrire- | Kamo-
OepeMeH- | OCHOBHbBIX MHIIe- | T CTBEHHBIX | pbl, | BO- | puH,
HOCTH | BBIX BEIECTBAX MOPOAYKTOB, T'| T | JbL T'| KKal

1 Tpu- Ha KT MacChI 1-1,6 | 0,11-0,13 1,5 16,5-7|40-50
MECTp cpennecyTounas | 70-80 6,6-9,2 90- | 400 |2400-
OTPeOHOCTh 100 3500

2 Tpu- Ha KT MacChI 1,2-1,7| 0,15-0,2 1,6 | 7-7,5 | 45-55
MECTp cpenuecytounas| 80 9- 14 96- | 420- | 2700-
MOTPEeOHOCTh 110 | 520 | 3800

3 tpu- Ha KT MacChbl 1,2-1,9| 0,25-0,33 1,6 | 7-7,5 | 45-55
MECTp cpeqHecyTouHas | 85T 15-20 96- | 420- | 2700-
moTpeOHOCTh 110 | 520r | 3800

[Tocne pomoB moTpedHOCTS MaTepu B DA CHIKACTCS TI0 CpaBHE-
HUIO C YBETMYCHHBIMHA aHA0OIMYECKIMH TPEOOBAHUSMHU B TPETHEM
TPUMECTpE, TIOATOMY IS MPO(HUIAKTHKH HETATHBHBIX ITOCIEPOIO0-
BBIX COCTOSIHWU CIIEAyeT MpPOAOIDKATh TIIATEIhHBIH MeTadommde-
CKHMI W THUIIEBOH MOHHUTOPHHT. VICTIONb30BaHME JICUCOHBIX MTPOTYK-
TOB MOXKET 00€CTICUNTh SHEPTETUUCCKIE M OCITKOBBIC TIOTPEOHOCTH,
HEOOXOAMMBIE TS TIOAJEPKKU TPyAHOTO BeckapminBanus. [IpotuBo-
MOKa3aHUM K TPYyJTHOMY BCKapMJIMBaHUIO Yy >keHIMH ¢ @KV Hert, Tak
KakK MJIafieHIbl, He uMeromue Hegocrarounoctd MAT, ciocoOHEI ca-
MOCTOSITENTFHO METa0OIM3UPOBaTh (heHHUIAIAHNH, COIEPIKAIITIICS B
TPYAHOM MOJIOKE MaTepH.

Heru xxenuH ¢ @KV cpasy nocie poxxaeHUs JOJKHBI IPO-
TH TIOJHOE HEBPOIOTHYECKOE O0CIeIOBaHUE M HCCIeI0BaHUE
Oxo0-KI, B Bo3pacre 1, 4, 8 u 14 ner - oOcien0BaHUEe HEBPOJIOTa
M TICMXO0JIOTa, BKJIOYAIOIIEE OIMpEAeNICHHEe WHTEIIEKTyalIbHOTO
YPOBHSI.
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IIcuxonornueckue acnekTbl DKY u I'GA

[Tepexon x B3pOCHON XKU3HU — MEPHUOJ BBICOKOTO PHUCKA IS
oonpHBIX ¢ DKY 1 DA, Kak 1 Bce MOAPOCTKU, OHU CTAJIKUBAIOT-
cs ¢ mpobJIeMaMu TIeproia MOJIOBOr0 CO3PEBaHMsI, KOTOPHIC TIPOSIB-
JISIOTCSI B CTPEMJICHUU K HE3aBUCHUMOCTH, MSITE)KHOM IOBEICHUU,
MOJIBEPKCHHOCTH BIMSHUIO CO CTOPOHBI CBEPCTHUKOB. [PYIHOCTH
YCYT'YOJISIFOTCSL HEOOXOIMMOCTBIO COOMIONICHUS JINETOTEPAIIUH, BO3-
HUKAET PUCK IMOTEPU META0OIMUECKOTO KOHTPOJISI U BBICOKHI PHCK
MOJTHOW yTpPaThl MEIUIIMHCKOTO HaOItojieHus. B CBsi3u ¢ 3TUM He-
00Xo/Ma OpraHu3alusl ICHUXOJIOTO-TICIarOTUYCCKON  MOICPIKKU
CeMbsIM OOJIBHBIX, KOTOpAs JIOJDKHA HAYMHATHCSI C MOMEHTA IOSIBIIC-
HUSl B ceMbe 0oJibHOrO peOeHKa. Bo BpeMs MmepexojHoro mepuojia
MOAPOCTKAM OCOOCHHO HEOOXOJMMa TICHXOJIOTHYeCKasi MOMOIIb T10
BOIPOCAaM KOMMYHHKAIIUA B CEMbE M 00IecTBE, MPodhecCuoHalb-
HOI opueHTauu, 1 sxkenmuH ¢ KV akieHT crneayer aenats Ha
BOTIPOCaX, CBsI3aHHBIX ¢ OepeMeHHOCThI0. KOHCYIIbTaIMs ICUX0JI0Ta
qutst 6onbHBIX DKY 110oApoCcTKOBOTO BO3pacTa sBISICTCS 0053aTellb-
HOU ¥ JOJDKHA TIPOXOJHTH eKeroaHo. bes addextnBHOM moamepxku
oonpHBIX ¢ DKV n ['QA B mepexonHOM MepHOie MHOTHE MIPEUMY-
IIECTBA, IOCTUTHYTHIC B XOJI€ PAHHETO JICUCHUSI, MOTYT OBITH yTpa-
YCHBI.
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[Tpunoxenue 1

IIpaBusa 3a00pa KPOBH Y HOBOPOKIEHHOTO0 1JIsl CKPUHUHTA HA
HacJIeACTBEHHbIE 00JI€3HH 00MeHa

3a00p KpOBU y HOBOPOXJICHHOTO MPOBOAUTCS Ha 4-5-ii JieHb
*u3HU (Y HEJIOHOIIICHHBIX JIeTel Ha 7-i1 ICHb J)KU3HU), HO HE paHee
4yeM uepe3 2 JIHs MOociie Hayalla SHTePaIbHOTO MUTaHus. 3a00p Kpo-
BH paHee 4-X JHEW )KU3HU HeXelaTeIeH U3-3a OOJIBIIIOTO YHCIIa JIOK-
HOMOJIOKUTEIBHBIX U JIOKHOOTPULATENIBHBIX PE3YIbTaTOB TECTUPO-
BaHMS.

O6pazen KpoBH OepyT U3 MATKH HOBOPOXKICHHOTO peOeHKa ue-
pe3 3 uvaca mocie xopmueHus. I[lpeaBapuresnbHO HEOOXOAMMO CO-
rpeTh cTomny pedéHKa, 00epHYB €€ B MOJOTCHLE, CMOYEHHOE TETIION
BOJIO¥ (He BhImIe 42 TpajycoB) Ha 1-2 MUHYTHI, 3aT€M POTEPETH 00-
JIacTh MYHKIUH CTEPUIIBHON caneTKoi, cMoueHHOH 70% crnupToM.
Bo u3bexxanue remMomnmsa KpoBu 00padOTaHHOE MECTO CIIeyeT Mpo-
MOKHYTb CYXOH CTepPHIILHON CaI(ETKOM.

MecTo mpoKosia pacroioKeHO MeIUaabHO OT JMHUH, IPOBEICH-
HOM 0T OOJIBILIOTO MaJIbLA A0 MATKH, UM JIAT€PaIbHO OT JIMHUH, IPO-
BEAECHHON OT MM3MHIA JI0 IIATKY (3alITPUXOBaHHAS 00JacTh Ha PHC.
2). I'myOuHa MyHKTUPOBAHU HE TOJDKHA MTPEBBIIIATH 2-5 MM, T.K. TIPH
OoIee TITyOOKOM TIPOKOJIE BO3HUKAET OMTACHOCTH OCTEOMHUEINTA.

Puc. 2. 3a60op obOpasiia KpoBU U3 MATKH HOBOPOXKICHHOTO
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[Ipokor ocymiecTBIseTCsl OAHOPA30BBIM CKapu(UKaTOpoM, Tep-
Basl KarIsi KPOBYM CHIMAETCS CTEPHIILHBIM CYyXHUM TaMITOHOM. BTopas
Karuisi KPOBM HAHOCUTCS Ha TECT-OJIaHK, IPOTHUTHIBAEMBIN KPOBBIO
MOJTHOCTHIO M HACKBO3b B yKa3aHHBIX MecTax (Kpyxkw). Upesmep-
HOE CIaBIIUBaHIE MECTA ITPOKOJIa MOXKET BBI3BATh T€MOITN3 WIIN TIPH-
MeIIMBaHNe K 00pa3ily TKAaHEBOH JKHUIKOCTH.

KpoBs HaHOCHTCS TONBKO HA JIMLIEBYIO CTOPOHY Oanka. Ha xax-
JIyiI0 00JIacTh KPOBH HAHOCHUTCS TOJBKO ONWH pa3. 3alpemieHo Ha-
CllauBaTh Ha Y€ HAHECEHHYIO KpPOBb BTOPOW CJIOM, 3TO MCKa)KaeT
pe3ynbTaThl uccienoBanns. Eciam kpoBu Mano, Jydine MpaBUIBHO
3aIOTHUTH MEHBIIIEe 00IacTeH, 4eM BCe, HO HEITPaBUIHHO.

B ¢BsI31 ¢ TeM, YTO CKPUHUHT ITPOBOJIUTCS HA HECKOJIBKO 00JI1e3-
Hel oOMeHa, MATEeH JODKHO OBITh HE MEHee MATH. Bum msaTeH mon-
JKeH OBITh OJJMHAKOBBIM C 00CHX CTOPOH TeCT-OIaHKa.

bnaHk ¢ KpOBBIO BBICYIIMBAETCS] B TOPU30HTAJILHOM TOJI0KEHUN
Ha YMCTOH 00€3KMPEHHOM MOBEPXHOCTH B TEUCHHE 3 4ACOB ITPH KOM-
HatHOW Temmeparype (15-22 rpanyca Llenscus). He momyckaercs
COIIPUKOCHOBEHHUE OJIAHKOB MEKAY co00 BO Bpems cymku. Hemb3s
WCIIONIb30BATh JIIOOBIE BUJIBI HATpeBa ONlaHKa [l YCKOPEHHS CYIIKH
(comHeuHbIi cBeT, GeH, 6aTapes U T.II.).

B oOMeHHO# KapTe HOBOPOXKAEHHOIO /IENAETCsl OTMETKA O MPO-
BEICHHOM 3a0ope KpoBU. B ciydae oTCyTCTBUSI B JOKyMEHTALUU
HOBOPOXIEHHOTO pe0eHKa OTMETKH O 3a0ope oOpasia KpoBH, IPU
€ro IMOCTYIJICHUH IOJ HAaOMIOACHHE B JETCKYIO MOJMKIMHUKY IO
MECTY KMTEIbCTBA WA MEPEBOJIE 10 METUIIMHCKUM MTOKa3aHUSIM B
OonpHUYHOE YyUpexaeHue 3abop oOpasia KpOBH OCYIIECTBISETCS
B YKa3aHHBIX MEIUIUHCKUX YUPEKICHUAX B COOTBETCTBHU C PEKO-
MeHJIAIMAMU. BeIcyeHHbIi TecT-0alk ¢ 00pa31oM KpoBH OTIPaB-
nsieTcss ¢ coOJIIONEHHEM TEMIIEPaTyPHOrO PeKUMa B JIA0OPATOPHUIO
HEOHATaJIbHOTO CKPUHUHTA.

HeraBI/IHLHaﬂ IIOATOTOBKA ITAallUCHTA K B3ATHUIO KPOBH, HApPYy-
MEHNUC TCXHUKH B3ATHA HpO6BI, MIpaBUJI XpaHCHUA U TPAHCIIOPTHU-
POBKH OHOIIOrMYECKOTO Marepuraia, MOXCT IPUBCCTU K OLIUOOYHBIM
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pe3yibraTtaM J1abOpaTOPHBIX HCCIICAOBAHUMN. JIOKHOONOKUTEIb-
HBbIC PE3yJbTaThl CKPUHHHTA MPHUBOJAT K YBEIHMUYCHUIO KOJIMYCCTBA
HEOOXOJIMMBIX MOBTOPHBIX UCCIEIOBAHUI M pacxoja PeakTHBOB, K
HEOIPaBIaHHOMY TCHXOJIOTHYECKOMY CTpeccy y poautenei. Jlox-
HOOTPHIIATEIILHBIC PE3YJbTAThl MOTYT MPUBECTH K MPOIYCKY CKPHU-
HHpyeMoro 3aboieBanms. B mporecce HaOmMOmeHUs 3a PEeOCHKOM
MeIMaTp MOXKET BBISIBUTH KIMHUYCCKHE CHUMIITOMBI, XapaKTepHbIC
JUIsl HACTICICTBEHHBIX O0JIe3Hel 00OMEHa, JIaxe MPU OTPHIATEIBHBIX
pe3yibTaTtax CKpHHHMHTA. B 3TOM ciydae cieayeT MpOBECTH YIITy-
OneHHoe o0cemoBaHNe peOCHKA.
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IIpunoxenue 2

XMMHYECKHUIH COCTaB CIIeUAIN3HPOBAHHBIX IPOAYKTOB
JeyeOHoro mutanus 1Js 6oabHbIX @KY (B 100 T cyxoro mpoayk-
Ta, IS )KAJKUX MTPOAYKTOB YKa3aHO OTIENBHO)

HanmenoBanue benoxk (k- Kup, r VYre- | DHepreTudeckas
MPOIYKTa BHBAJICHT), T BOJIBL, T | IEHHOCTH, KKaJl
[IpoayxThl 1151 AETel MEPBOro roja KU3HU

Adenmnak 13! 13 25 52 485

Adennnax 15! 15 23 51,7 474

Hytpuren 14 — 14 23 B T.U. 52 460

phe JUITHXK

PREMIUM!

Anamukc XP LCP

MD mun ®KVY-0 13 23 B T.U. 59 495
JLITTHXXK

COMIDA-PKU A 11,8 274B14. | 52,6 506

dbopmyna + LCP JILTTHXXK

IIponykre! st 6ombHBEIX PKY crapmie 1 roma

Adennmax 20! 20 18 50,4 444

Adennnax 40" 40 13,5 31 405

Hytpuren 30! 30 0 54 336

Hyrtpuren 70'2 70 0 6,9 308

Hytpuren 75! 75 0 1,3 305

Hytpuren 20 — 20 18 48 434

phe

PREMIUM!

Hyrpuren 40 — 40 13,5 28 393

phe

PREMIUM!

Hytpuren 70 — 70 0 0-12 280

phe

PREMIUM!2

II-AM 1 75 0 0 300

I1-AM 2 75 0 0 300

I1-AM 32 75 0 0 300

XP Makcameiif, 39 menee 0,5 34 297

XP Makcamym 25 menee 0,5 51 309
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HaumenoBanue benoxk (k- Kup, r Vrne- | DHepreTuueckas
MIPOJIYKTA BHBAJICHT), T BOJIBL, T | IIEHHOCTh, KKAJI
Wzuden (100 M) 6,7 2,0 5,1 65
Jlodaexc (62,5mr) 10 - 4,4 58
[1-AM wmarepun- 71,5 0 0 310
CKHiA’

MD mun ®KV-1 20 0 73 372
MD mun ®KY-2 40 6,1 46,9 402
MD muin OKVY-32 69,1 0 23 368
MD mun ®KY 69,1 1,9 23 385
IIpemuym?

COMIDA-PKU B 31,1 15 40,6 422
dhopmya

COMIDA-PKU B 31,1 14,2 40,5 419
¢bopmyna Kiryo-

HHUKA

COMIDA-PKU 31,1 14,8 40,6 422
B ¢opmyna Kapa-

MeJib

COMIDA-PKU 31,1 14,2 38,7 415
B dopmyma Ilo-

KOJIaJl

COMIDA-PKU 31,1 13,1 41,1 412
B dopmyma

Anenscun-JInMon

COMIDA-PKU B? 73 0 0,5 296
COMIDA-PKU C 45 0 38,9 335
dhopmya

COMIDA-PKU 45 0 36 331
C dopmyna

AnenbcuH-JIuMoH

COMIDA-PKU (C? 75 0 0,4 302
COMIDA-PKU C? 75 0 0,4 302
KaIlCYIIBI

1. crieran3upOBaHHBIC TIPOAYKTHI OTEYECTBEHHOTO MTPOM3BOCTBA.

2. CIIeIUAN3NPOBAHHEIC TIPOIYKTHI, KOTOPBIE MOTYT HCITOIH30BATHCS B IH-
erorepanuu >xeHIH ¢ @KV B neprnoj1 npeKoHUENMOHHON NOATOTOBKH
¥ BO BpeMs OEpeMEHHOCTH
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ITpunoxenue 3
Mertoa BBeeHUsI CIeHAIN3HPOBAHHBIX IPOAYKTOB
JIe4eOHOro MUTAHUS

Crennanu3upoBaHHbIE IPOTYKThI HA OCHOBE CMECH aMUHOKHUCIIOT
6e3 DA BBOIST B PAIlMOH MOCTENIEHHO, B TEUCHHUE 5-7aHEH, HaYaIb-
HBIE T03BI COCTABIIOT 1/5-1/10 9acTh OT UX HEOOXOIUMOTO CYTOIHOTO
konuuectBa. OMHOBPEMEHHO B PallMOHE YMEHBIIAIOT JOJII0 TPYIHOTO
MOJIOKa WJIM aaliTUPOBaHHON cMmecHu. Creruain3upoBaHHbIN IPo-
IYKT DOOABISIOT B KaXKIBIM MPHEM MUIIH K CIEKEHHOMY KCHCKOMY
MOJIOKY WJIM aJJallTUPOBAHHOM MOJIOYHOM CMeCH, KOTOpbIE 710 BBE/AE-
HUS TIPUKOpMa CIIykaT Ut pedenka, 6onpHoro @KV, ennHCTBEHHBIM
MCTOYHHKOM HaTypaJIbHOTO (€CTECTBEHHOTO) Oelka.

CLexeHHOe KEHCKOE MOJIOKO MM BOCCTAHOBICHHYH) MOJIOYHYIO
CMECh COCIUHSIOT ¢ HEOOXOAUMBIM KOIMYECTBOM CIIEIHATIN3UPOBAH-
HOTO MPOAYKTa, Pa3BeIEHHOTO KUIISTYEHOW BOAOW WJIM CHelUalbHON
BOJIOHM JUIsl IETCKOTO MUTAHUS, IIPHU 3TOM OOLIMI 00bEM IHTAHUSI CO-
OTBETCTBYET BO3pacTy OosbHOTO. [InTanne pekoMeH0BaHO TOTOBUTH
nepes KakKIbIM KOPMIICHUEM.

Bosmooicnvl u Opyeue nooxoowl Kk Haznawenuio Ouemsl TPYITHOMY
pebenky. Ecan ypoBenb DA B KpoBH 04eHB BBICOK ( >1200 MKMOIB/T),
NIpY TIepeBoJIe Ha JIEYEOHYIO JIMETY PEKOMEHIYIOT KOPMHTH OOJIBHO-
ro B Te4eHHE 2-3 JHEU TOJIIBKO CIELUATU3UPOBAHHBIM IPOAYKTOM
Ha OCHOBE CMECH aMHHOKHUCIOT 6e3 PA. D1o mo3BoisieT Oonee WH-
TEHCUBHO CHM3UTh ypoBeHb DA kposu. Ilocne ero Hopmanuzauuu B
PaIMOH MOCTENEHHO BO3BPALIAIOT CLEKEHHOE KEHCKOE MOJIOKO MU
AJJaITUPOBAHHYIO MOJIOYHYIO CMECh B COOTBETCTBHU C JOIYCTHUMbIM
KOJIMYECTBOM HaTypalbHOTo Oeska u o koutpoiem ®A kposu. [nu-
TEJNbHOE BCKapMIIMBAaHME TOJBKO CIIEIHAM3UPOBAHHON CMeCchio 0e3
(eHnIanaHnHa HEAOMYCTUMO, TaK KaK MOYKET MIPUBECTH K AucOaiaH-
Cy aMHUHOKHCIIOT B OpraHM3M€, CHIDKEHUI0 UMMYHHOIO cTaryca, ce-
PBE3HOMY HAPYIICHUIO PA3BUTHUS U T.1.

B nexomopuix cnyuasx Heyenecoobpazno ommeusimv 2pyoHoe
sckapmauganue ¢ MOCAETYIOIUM KOPMICHHEM CLEXKEHHBIM MOJIO-
KOM, 3TO, KaK NMPaBUIIO, IPUBOIUT K CHUKCHHUIO JIAKTAIIUHU BIUIOTH 0
MOJIHOTO MCYE3HOBEHUS MOJIOKA Y MaTepU U CYLIECTBEHHO HApyILAeT
TICHX0AMOITMOHAIILHBIN cTaTyc Marepu U pedeHka). Bornpoc o Taktu-
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Ke TPYIHOTO BCKapMITUBAHUS (KOPMIICHHS CIICKECHHBIM MOJIOKOM HITH
IIyTeM MPUKIAIbIBAHUS K TPYAU MOCIE KOPMICHHUS aMUHOKUCIOTHOMN
CMECBIO) 00CYKIIACTCS M PEIIACTCS] BMECTE C BPAIOM.

[Ipu nepeBone pebeHKa Ha Je4eOHYIO TUETY TPOU3BOJISAT OPHEH-
THPOBOYHBIN PacUYET KOJMUYECTBA CIEIMAIM3HPOBAHHOTO TIPOAYKTa U
MPOJYKTOB C HaTypajJbHBIM OCJIKOM (’KEHCKO€ MOJIOKO WJIH JETCKas
CMeCh, B TaJIbHEHIIeM OIfo/1a MPUKOPMa), TIOJICUET XUMHUIECKOTO CO-
CTaBa palroHa, KOTOPBIKA TOMKEH COOTBETCTBOBATH BO3PACTHBIM IIO-
TpeOHOCTSIM peOeHKa.

[Ipu Ha3HaUeHMH UETHI M BHIOOPE JIeUeOHOro TMPOIYKTa /Ui OO0b-
Helx KV crapiie ofHOro roxa BaKHO YUUTHIBATH BO3PACT AETEH, MX
BKYCBI, MHIMBHIyalbHbIe 0COOEHHOCTH. B 3TOM BO3pacTHOM mepnone
PEKOMEHYETCSI OCYLLECTBIISATh MOCTENECHHBIN Mepexoa B TeueHue 1-2-x
HEJIENb CO CIEUUATU3UPOBAHHOM CMeCH JUIsl IETeH NIEPBOro rojia ;KHU3HU
Ha JIeueOHYI0 CMecCh JUIsl JieTeld crapiiero Bo3pacta. O0beM Mpe/pliy-
el CMeCH YMEHBINAroT Ha 1/4-1/5 9acTs U M00aBISIOT SKBUBAJICHTHOE
110 OeNKy KOJIMYECTBO HOBOTO MPOAYKTA, IaJiee MOCTETICHHO yBEININBa-
IOT KOJIMYECTBO JISYEOHOTO TMPOAyKTa 0 HeoOxomuMoro oosema. Cre-
LHATN3UPOBAHHBIN MPOIYKT MPENOYTHTEIBHO 1aBaTh ApoOHO 3-4 paza
B JIeHb, 3aITBaTh COKaMH{ WJIM BOjIoH. KolM4uecTBoO ero paccumThIBaroT B
3aBHCHUMOCTH OT MAacChl Tela, NCXOAS U3 JIOMYCTHUMBIX KOJn4ecTB DA.

B nporecce AmuTensHOTO JeueHU HOBass aMUHOKHUCIIOTHAS CMECh
BBoAUTCS B pauuoH nanuenta ¢ @KV neopnokparHo. B atu nepe-
XOJIHBIE IEPUOJIBI MOTYT OTMEUATHCS CPBIBBI B TUETOTECPAIIMH, OTKA3bI
OT TIpHeMa HOBOTO JIeYeOHOTO TIPOYKTA, MOSBICHUE IPYTUX HeKerna-
TEJIbHBIX PEAKIIUH.

Bo nzbexxanne mogoOHBIX SIBICHUH MEPeXof] OT OIHOTO CIelH-
AMM3UPOBAHHOTO TPOAYKTa 0€3 (peHMIANaHUHA K APYTOMY IOKEH
MIPOBOAMTHCS MOCTENIEHHO U IMOCIIEIOBATENIbHO C YYETOM HHAMBHIY-
AITBHBIX 0COOCHHOCTEH manueHTa. Bo3MOXKHBI [Ba BapHaHTa 3aMCHEI
CIEeLMAIN3UPOBAHHBIX MPOAYKTOB 0e3 (heHHaIaHnHa:

1.3amena cmeceii 6e3 @A ¢ 0OUHAKOBLIM OENKOBLIM IKEUBALEHNOM

(puc. 5);
2.3amena cmecei be3 DA ¢ paztuuHvLIM OETKOBLIM IKEUBATEHMOM

(puc. 6).
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Puc. 5.Cxema 3aMeHBI cMeceli ¢ OMMHAKOBBIM OCITKOBBIM YKBUBAJICH-
TOM B TeueHne 5 nHei (B % BBIpa)kaeTCsl CyTOUYHOE KOJHYe-
cTBO cyxoro BermecTBa AK cmecn).

Puc.6. Cxema 3amMeHBI cMecell ¢ pa3TUYHBIM OSITKOBBIM SKBUBAJICH-
ToM B Teuenue 10 guel (B % BbIpakaeTcst CyTOYHOE KOJIHYe-
ctBO Oenka AK cmecn).

3amMeHa cMmeceii ¢ OIMHAKOBBIM OEJIKOBBIM SKBHBAJIEHTOM MOMKET
OCYHICCTBHHTBCH HYTeM HpOCTOFO KOJIMYCCTBCHHOI'0 3aMCHICHUS
OJIHOW CM€eCH Ha JIpYTryIo B TeueHue S qHei. Eciu cMecu umeror pas-
.]'II/I‘-IHI:II71 66HKOBI)II>1 OKBHBAJICHT, TO UX 3aMCHa HpOI/ICXOJII/IT B COOT-
BCTCTBUU C COIIep)KaHI/IeM B HUX 6enKa, TaKOfI Hepexon MOXKET 6BITI)
6osee mUTENbHBIM (10 10 mHEH).
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[Tpunoxenue 4

«[MAIIEBOM CBETO®OP»

( MPOAYKTHI HE HCIOJIb30BATH!)

KPACHBI CIIMCOK

Msico u MSICHBIE H3-
Jeaus

bapanuHa, roBsiAnHA, CBUHUHA, MSICO NTHLL (KYDBI,
YTKH, UHJEHKA U T.I1.), KOJ0ackl, MamTeTsl, cap-
JIETIbKH, COCHCKH, CYONPOIYKTHI (TIeUeHb, TOUYKH,
CepIIe M T.II.), MACHBIC JIeNHUKaTechl (KapOoHaT,
Oy’KeHWHA ¥ T.II.).

Pri06a u priOHBIE
MPOAYKTBI

Peiba Mopckast 1 pedHasi CBeXasi M 3aMOPOXKEH-
Hasi, ppIOHBIE KOHCEPBBI, NKpa, KpaOOBBIE U PBIO-
HBIC MAOYKH, KPEBETKH, MOJUIIOCKH, IAcThl M
[IALITETHl, PAKH.

TBopor u cbIpbl

TBOpOl", TBOPOKKHU, TBOPOKHBIEC MACChlI U CBIPKU,
6pI>IH3a, CBhIPBI TBEPABIC U MATKUC, ChIPBI U ChIPKU
TUTABJICHBIC, CBIPHBIC MACTHI.

Xu1e6 u x;1e600y104-
Hble H3/1eJIus

Myka (miieHWYHasl, p)kaHasi, OBCsHAasl, IpEYHe-
Basi), XJicO OCMbIi M YePHBIH, XJICOHBIC MAIOYKH,
OapaHKku, OYIIOYKH, TICYCHBE MUPOKHBIC, CYIIKH,
TOPTBIL.

Kpyna u xionbs

Kpyma rpe4yneBas, mieHo, TOJOKHO, KpyHa MaH-
Hasl, SYHeBas, XJI0Ibs OBCSIHbIE «I epKynecy.

CoeBble NPOAYKTHI

Myxka coeBasi, TIPOAYKTBI M3 COM (3aMEHHUTENH
Msca H T.II.), IIUPOKO PacTIpOCTPaHEHHBIC B BeTe-
TapUAaHCKOM MUTAHUU, TTOM-KOPH.

Siina Bce Buabl suir.
Opexn Bce Bunbl opexos.
Acnapram HuskokanopuiiHble HaIUTKU U JKEBATEJbHBIE pe-

(xox o espomneii-
ckoil kiaccuduka-
uuu E-951)

3MHKH, COIEPIKAIIIE UCKYCCTBEHHBIN MO/ICIACTH-
TEIb acrapTaM.
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JKEJITBIA CIIUCOK (NpHMeHSITh ¢ OrpaHueHusIMH)
OcHoBa nepevyHsi — KOJHYEeCTBO MPOAYKTA,
obecneunBaronee norpedsaenue 50 Mr peHnJIaIaHUHA

MoJ10K0 1 M0JI0Y-
Hble NPOIYKTHI

Mornoko, kedup, HorypT (c comepkaHueM Oelka
He Oonee 2,8 /100 mur) — 30 M1

Mom0KO CTyIIEHHOE ¢ caxapoM — 15 M

IMTaxra — 30 M

CriBopoTKa TBOpOXHAsA — 120 M

Cwmetana-35 mMa

Cnusku 35% xupHocTu — 45 M

Cnusku 10% xupHoctu — 30 M

Kpyna n kpynsinbie
H3Aes s

Puc otBapHo#i —45 T
Kykypy3Has kpyna BapeHas (Mamansira) — 351
Kykypy3ssble xyionbsg — 15 T

OsBoiu

Kaprodens Bapenstii B MyHaupe — 80 r
Kaprodenb-hpu winu xapensiii — 55 r

Yurmce —45 1

KaprodenbHoe mope ObICTPOro NPUTOTOBICHUS
—10r

Kamycra nBernas Bapenas — 30 T

Bpoxkomu ceipast, Bapenast — 30 T

Bproccenbckas kamycra, BapeHast — 35 T

OBolHbIE KOHCEP-
BBI

Uxkpa GaxmaxanHas — 60 T

Hxkpa xabaukoBas — 50 T
[Irmmuat-mmope —50 T

T'opomrex koHCepBHUpOBaHHKIN — 30 T
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3EJEHBINA CIIMCOK

(IpoayKTHI, MpUMeHsieMble CBOOOIHO, HO ITO HE OTMEHSsIET
HeOOX0IMMOCTH y4YeTa norpedsienust peHUJIaJIaHNHA)

DpyKTHI
U ATO0JbI

CBexHue ¥ KOHCEPBUPOBAHHBIC (WM MPHUTOTOBJICHHBIC B Ca-
xape) GpyKTH: aOpHKOCHI, aliBa, aHAHAC, allCILCUHEI, apOy3,
BHUHOTpAJ, TPaHAaT, TPYIIH, TpEHIIpyT, TyaBa, IbIHS, €)KEBUKA,
W3IOM, HHXXHP (CBEXKHUH, HO HE CYIICHBIH), KUBH, KIyOHHKA,
KPBDKOBHHK, JTUMOH, MaJIMHA, MAHTO, MaHIAPUHbBI, HEKTAPU-
HBI, OJIUBKH, MIEPCHUK (CBEXKUM, HO HE CYIICHBIN), CJIMBA, CMO-
poamHa cBekas (UepHas, KpacHas, Oeinas), TCpH, YCpPHHKA,
YEpPHOCIINB, IIEIKOBHIA, SIOJOKH, ()PYKTOBBIC CajaThl, 3aca-
XapeHHBIC ATONBI U GPYKTHI.

OsBoiu u
3eJieHb

Aptuiiok, 6akiaxaHbl, OprOKBa, KaOauKH, Kpecc-caar, Kamy-
Ta 0eJI0- ¥ KpaCHOKOYaHHasl, Kallepchl, KOPHUILIOH, JIyK-TTOper
W pervarslii, MOPKOBb, OTYpIIbI, TACTEPHAK, TATHCCOHBI, IIe-
pet (KpacHBIH, 3eTICHBIH, )KENTHIA 1 OPaHKEBBIN ), TOMHUIOPHL,
MEeTpyIIKa U JF00ast 3eJeHb, PeBEHb, PEANC, pPEla, CBEKIA,
cellbJIepeH, canar-Jiaryk, ThIKBa, (DeHXeJb, MapHHOBAaHHBIC
JIyK, Y€CHOK, OBOIIH, 3€JICHb.

Kpyna u
3epHOBbIE

Myxka pucoBasi u KyKypy3Has, KpaxMall TalioKH, KyKypy3-
HBIM 1 KapTo(heTbHBIN, TAMMOKA, Caro.

Kupbl u
Macjia

CauBovyHoe Maciio (cozepxanue xupa 82%, HO He Maprapu-
HBI ¥ HU3KOXXHPHOE «MacIIo», COZIepIKalIlee MaxTy), TOIICHOEe
MacJjo, paCTUTENIFHBIE Macia BCEX BUAOB (KUAKHE H TBEPIIBIE),
nsp/ (BHYTPEHHUH CBUHOH KHP), TOIUICHBIE KUPBI (TOBSIKHIA,
CBUHOM, KypUHBIii), caio cBUHOE (ILNHT, HO HE OSKOH).

Caxap n
cJI1a10cTH

Caxap, ¢pykrosa, IIFOKO32, MOJOYHBIA caxap, MajbTOACK-
CTPHUH, COJIOIOBBIN IKCTPAKT, BAPEHBE, IKEMBbI, KOH(PUTIOPHI,
CHPOIIBI, MEl, MapMeliaj, JICACHIIBI, PO3padHasi Kapamens,
caxapHasi Bata, (H)pPyKTOBOE MOPOIKEHOE (3aMOPOIKEHHBIN COK),
mepOeT PPyKTOBBIH.

Hanutkn

[TuteeBas Boma, B TOM 4Hcie OyTHINPOBAHHAS W Ta3MPOBaH-
Hasl, MUHEPaJIbHbIC BOJBI, Fa3MPOBaHHBIC HAMMUTKU (HO HE C
acrapramMoM), COKH, HEKTapbl, 4ai, YepHbIN Kode.

Pa3noe

JKenupyue BemecTsa (arap-arap, )KeJlaTuH, eKTHH, pacTH-
TEJIbHBIE CMOJIBI — KAMEZIN ), MHUIIEBbIE apOMaTH3aTOPhl U Kpa-
curenu (BaHUIIb, BAHWIMH, MUHAAIbHAS 3CCCHIUS, IEpeuHast
MsTa, madpaH), TOpYMLA, TYIIUCThIE TPABbI, MIEpell, CICLUH,
YKCYC.
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Buumanmue poauressm!

- banansl, cyxo(pyKThl, 6000BbIe 3HAYUTEJIHHO
YBeJIUYNBAIOT NOCTYIUIeHHEe (heHUTaTaHNHA.
Caenyer orpaHn4YMTh UX NOTPed/IeHHE TOIbKO
O/THUM IIPOAYKTOM H TOJILKO OIH Pa3 B /IeHb,
NPeANOYTHTEIbHO BO (PPYKTOBBIX MJIH OBOLIHBIX
caJIaTax ¢ y4eToM COo/iep:KaHusl B HUX OeJIKa.

- Bcerna BHMMAaTe/ILHO YHTAliTE 3THKETKY HA
YIIaKOBKe.

- Heo0xonumo oOpamaTs BHUMAaHHMeE HA COAEPKAHUE
OeJika B IIPOAYKTe, ’KHPa B CIMBOYHOM MacJie,
WM HA IpUcyTcTBHe acnaprama. Ecin yerkue
CBeJleHHsl OTCYTCTBYIOT, TO JIy4llle BO31ePKATHCHA OT
npuodpeTeHust TAKOro MPoayKTa.
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[Ipunoxxenne 5

Hnugpopmuposannoe coenacue

Ha [POBEICHUE TECTUPOBAHHS [IPEIAPATOM
KyBan®

A, (PHO),

nacropt Ne , BbIJIaH

npouH(pOpMHUpOBaH (-a) 0 ToM, uTo Tpenapar Kysan® (canponrepruna
JUTHAPOXJIOPHUI) SIBJISIETCSI CMHTETMYECKMM aHaJIOrOM IIPUPOIHOTO
TeTParuApoONONTEpUHA M SIBISIETCS CPEACTBOM JUISl  JICUCHUS
OONMBHBIX C HACJCIACTBCHHBIMHA HapyIICHHUSIMH OOMEHa BEIICCTB
(Hy)XHO€ TOTYEPKHYTh) — (EHHJIKETOHYPUH, YYBCTBUTEIBHOH K
nedennto KyBaHoM®, u HapymieHnii oOMeHa TeTparuIpoOHonTeprHa
(arummyanas,  kodakTopHas,  TETPArHIPOOHONTEPUH-3aBUCUMAS
(hopma (QeHHITKETOHYPHUH), KOTOPBIM cTpagaeT Mor peberok (PUO)

, e.p.

S wHbOpMHUpOBaH(-a) O TOM, YTO JUIsl TIOATBEPIKIACHHS
YqyBCTBUTENIBHOCTH K JiedeHHI0 KyBaHOM®, HEOOXOAMMO MPOBECTH
TECTUPOBAHUE, LIEJIBI0 KOTOPOTO SBISETCS MOATBEPAUTH CHIDKECHHE
ypoBHsI (heHMIaTaHWHA B KpoBH Ha (oHe npumeHeHusi Kysana® B
COOTBETCTBUH C UMEIOIIMMHUCS MEXIyHapOIHbIMU cTaHaapTamu (30%
u Ooree).

S uHpopMUpoBaH(-a) O TOM, YTO B CiydYae MOATBEPIKICHUS
qyBCTBUTENIBHOCTH K Tepamuu KyBaHom®, maHHOe JedeHue Oymer
IPEJOCTaBIeHO MOeMy pEOEHKY TONbKO II0Cie MHOATBEPKICHHS
rOCY/IapCTBEHHOTO (PMHAHCHPOBAHHSI.

51 nadopMHpoBaH(-a) JIeYaIIuM BpauoM O TOM, 4TO B IpoLiecce
npumeHeHnst KyBana® MoryT pa3BuBaThCs MOOOUYHBIE S(HEKTHI,
HanOoJee YaCTHIMU U3 KOTOPBIX SIBJISIIOTCS:
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* HesnaunrenbHast rooBHas 001k
* Hacmopk, 3a510)eHHOCTh HOCa
* boib B ropiie
* Kamiesnp
* JKenymo4HO-KHUIIEUHBIE PACCTPOMCTBA: TOHOC, PBOTA, OOJNM B
JKUBOTE
* ['umodennnanannaeMus
*Moryt OBITh Apyrue MoOOYHBIC APQPEKTH, O KOTOPHIX ITOKa HE
W3BECTHO.
51 00s13y1OCh 00€CTICUNTh MOEMY PEOCHKY CTaOMIBbHYIO TUETY U
HE BHOCHUTH B HE€ HUKAKNX M3MEHEHHWH B TIEPUOJ] IPOBE/ICHNUS TECTH-
pOBaHU.

51 06s13y10CH COO0MIATh JIedaleMy Bpady 000 BCeX MOOOYHBIX d(-
(beKTaX, HCXKEJIAaTCIIbHBIX SIBJICHUAX U U3BMCHCHHAX B COCTOSIHHUHN MOC-
ro peOeHKa, pa3BUBLIMXCS BO BpeMsi npumeHeHust KyBana®.

51 undopMupoBaH(-a) 0 TOM, YTO ST UMEIO MPABO OTKA3aThCS OT
JIe4eHNs TIPENapaToM B JI000€ BpeMs, 0 YeM 00SI3yI0Ch YBEJOMUTB Jie-
Yalero Bpaya B TEYEHUH CYTOK.

S1 un(opMupoBaH(-a) O pEKOMEHAYEMOM J03¢ Mperapara, cXeMe
JICYCHUST U OXKUJIACMBIX Pe3yJibTarax Teparvu.

Mosi moanmuUCh TOJA JaHHBIM COIVIACHEM O3HAYaeT, YTO TEKCT
JTAHHOTO COIVIACHsl TMPOYMTAH, B HEM BCE IMOHSITHO, HA BCE BOIPOCHI
s TIONYYHJI(-2) YAOBJIETBOPHUBIIUE MEHS OTBETHI, C TPEAJIOKSHHBIM
TUTAHOM JICUEHUSI coTiaceH(-a).

(damcmo, MecsII, TOM)

3aKOHHBIH TPEICTaBUTEND (MaTh/OTEI/IPyTOi POJICTBEHHHK)
(moarucs)
(®.1.0.)

Jlegamuit Bpau (Tommmch)
(®.1.0.)

JIITY:
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[Ipunoxenne 6

CnHcok coKpameHui

Ad GTPCH |ayTocOMHO JOMUHAHTHBIH Je()UIIUT I'yaHO3HH-
TpUOoChaT-IMKIOTUIPOIIA3HI |

ArGTPCH |ayTocoMHO periecCHBHBIN Ie(UITUT TyaHO3UH-
TpudochaT-IIKIOTHPONA3H |

BH, Ko(hakTop TeTpaduoNTepHH

DHPR (hepMEeHT TUTHAPONTEPUINHPEIYKTA3a

GTPCH (dhepMeHT ryaHo3uHTpU(OCHaTIHKIOTHAPOIa3a

OMIM on-line mendelian inheritance of man - 3yiekTpoHHas
0a3a nanHbIX "MeH/ieneBcKoe HacleJ0BaHue y e-
joBeka"

PCD ¢bepmenT nrepuH-4-anbda-
KapOMHOJIAMHUHICTHIpaTa3a

PTPS (dhepMeHT 6-IHPYBOMITETPArHAPONTEPUHCHHTA3a

SR (hepMeHT cenmmanTepruHpeIyKTasa

B3 OEJIKOBBIN SKBUBAJICHT

DA runepdeHnIaTaHnHEMUsI

MI'K MEIUKO-TeHETUYECKAsl KOHCYNbTalUs

DA beHnnananuy

OAI (dhepMeHT (peHmITaTaHIHTHIPOKCHIIA3a

OKY (heHUITKeTOHYpHst
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