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KinuHunyeckue pekoMmeHgauum paccmorpensl Ha VII cbe3ae Poccuiickoro
0011 ecTBA MeJULUHCKUX reHeTUKOB B CaHKT [leTepoypre (19-23 masa 2015
r.) 4 yTBep:KaeHbl npeaceaareneMm POMTI, akagemukom PAH E.K. T'uHTEepomM.

K/imHu4Yeckre peKoMeHJaluy pacCMOTPeHbI Ha 3acejaHUU NPOPUIbHONU
KoMHcCcMM MUHHMCTEPCTBA 3/ipaBooxpaHeHus Poccuiickon ®eaepanuu no
MeAULMHCKON reHeTuKe 20 Mast 2014 r. ¥ yTBep KA eHbl IJIaBHbIM
BHELITAaTHBIM CIIEL{UAJIMCTOM 10 MeJULMHCKOM reHeTuKe MUH3paBa
Poccun C.U.KyueBsiMm.
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Kiunuvyeckue pekoMeHJAalMU IO OKA3aHMI0 MEAMUMHCKOH NMOMOIIM [JeTSAM ¢
0oJie3HBI0 'o1Ie cocTaB/IeHbI KOJJIEKTUBOM ABTOPOB:

I'yunobuna O.C., k.m.H. HUU npodunaktuyeckoi neauaTpud U BOCCTAHOBUTEIBHOIO
neuenus OI'BY HI3] PAMH

CasoctesnoB K.B. k.0.H., HUU Ileguatpuun um. ['.H. Cnepanckoro ®I'bY HII3/]
PAMH

[TymxkoB A.A. k.6.H., HUU [lenguatpun um. I'.H. Cnepanckoro ®I'bY HI[3/] PAMH
benoryposa M.b., n.m.H.,, ['Kb Ne31, Kadenpa onkoinoruu ¢ KypcoMm JIy4eBOM
IUArHoCTUKH U mydeBoi Tepanuu CIIGI'TIMY

bykuna T.M.. x.6.H., ®I'bY Meauko-renernueckuii Hayunsiii nentp PAMH

3axaposa E.1O., 1.M.H., ®I'BY Menuko-reneTnyeckuii Hayunslii neHTp PAMH
Muxaiinosa C.B. n.m.H., PI'BY P/IKb Munsapasa PO

Hoguxkos I1.B., 1.m.H. HayuHo-uccienoBarensckuii ”HCTUTYT nieauatpuu ' bOY BIIO

PHUMY um. H.U. [Iuporosa Munsapasa Poccun

METOJOJIOTUA

MeToabl, HCNIOJIb30BaHHBIE JIJI1 COOpa/celeKIUM 10KA3aTEIbLCTB

ITorck B 37EKTPOHHBIX 0a3ax JTaHHBIX

Onucanne MeTO0B UCIOJB30BAHHBIX /IJIsI COOPa/ceIeKIUM 10KA3ATEeILCTB
JlokazaTenpbHOM 0Oa3zoi Il TyOJMKAlUM SIBISIIOTCS MyOJIMKAlMKM, BOIIEAIINE B
Kokpanosckyro 6nbmmoteky, 6a3nl nanubix EMBASE u MEDLINE. I'ny6una noucka
COCTaBJIsIa S JIET

A Ttak xe MexayHapoJiHble KIMHUYeckue pekomeHpauuu 2014 r. mo auarHoCTHUKe,
JICYCHUIO ¥ BEJICHUIO OOJIBHBIX ¢ META0OIMICCKUMHU OOJIC3HIMH.

MeToabl HCII0JIb30BAHHBIE 1JIS OLIEHKH KAa4eCTBAa M CHJIbI 10KA3aTEJIbLCTB

Koncencyc skcnepros;
OneHka 3Ha4MMOCTH B COOTBETCTBUM C PEUTUHIOBOM cXxeMoi (Tabun.1).

Taoauna 1.



PeiiTuHroBas cxema JJisi OEHKH CHJIbI pEKOMEHIalluu

1A. CunbHas PEKOMEH 1A,
BrIcOKOKaYeCTBEHHOE TOKA3aTEIHCTBO®

1B. CunbHast PEKOMEH 1AM,
Jloka3aTenbCTBO YMEPEHHOE

1C. CunbHas pekoMeHmanus. Huzkui
YPOBEHb JI0Ka3aTeIbCTBA

2A. Cnabas pPEKOMEHIAITH.
Jloka3aTeabCTBO BHICOKOTO Ka4eCTBa

2B. Cnabas pexkoMmeHaaiusi. ¥ MEpEHHOE
KauyeCTBO J0Ka3aTeIbCTBa

Cornacyromipecss ~ JITaHHbIE  XOpPOIIIO
BBITIOJTHEHHBIX PaHIOMHU3UPOBAHHBIX
KOHTPOJIUPYEMBIX HUCCIICIOBAaHUA WM
HEOINIPOBEPKUMBIE  JJOKA3aTeIbCTBA B
KaKoH-1100 apyroi hopme

JlanpHEeNIIEe WCCIEIOBAaHUs BpsiA JU
W3MEHST YBEPEHHOCTh B OLIEHKE MOJIb3bI U
pHUCKa.

JlaHHbIE PaHIOMU3UPOBAHHBIX
KOHTPOJIUPYEMBIX VCIIBITAHU c
BaYKHBIMH OTrpaHUYECHUSIMU
(MpOTUBOPEUYNBDHIE pEe3yJbTaTHI,
METO/I0JIOTUYECKHE HEJIOCTATKH,

KOCBEHHBIC WJIM HETOYHBIC), WJIU OYCHb
yOeIuTeNbHbIC JT0Ka3aTebCTBA B KAKOM-
6o apyroi Gopme.

JlanpHeile ucciaeaoBaHus (€ClIu OHHU
MIPOBOASITCS ), BEPOSATHO, OKAXKYT BIUSHUE
Ha YBEPEHHOCTh B OLICHKE MOJIb3bI U PUCKA
Y MOT'YT U3MEHUTH OILICHKY.

JlaHHBIC u3 HaOJII0 1aTEIbHBIX
HCCJIEIOBAHHUIA, 0€CCUCTEMHOTO
KIIMHAYECKOTO OIIBITA WIIH U3

PaHJIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX
UCTIBITAHUH C CEPhE3HBIMU
Hegoctatkamu. Jltobas onenka sddexra
SIBJISIETCSI HEOTIPEICIICHHOM.

Cornacyromuecs  JaHHbIE  XOpPOIIO
BBITMOJTHEHHBIX PaHI0MHU3UPOBAHHBIX
KOHTPOJUPYEMBIX ~ HCCIICIOBAaHUN WU
HEOTIPOBEPKUMBIE  JOKa3aTeIhCTBA B
KaKou-moo mpyrout popme

JlanpHeWmue WcCcaea0BaHus Bpsa  JIA
V3MEHST YBEPEHHOCTh B OLIEHKE TOJIb3bI U
pHCKa.

JlaHHBIE PaHIOMU3UPOBAHHBIX
KOHTPOJIUPYEMBIX UCTIBITAHUM C
Ba)KHBIMU OrpaHU4CHUSIMU
(IpOTHBOPEUUBBIE pe3ynbTaThl,

METOOOJIOTHYCCKHUEC HECOOCTAaTKH,
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2C. Cnabas PEKOMEHIAITH.
Jloka3aTeabCTBO HU3KOTO Ka4yeCcTBa

KOCBEHHBIC WJIM HETOYHBIC), WJIU OYCHb
yOequTeNnbHbIe T0Ka3aTebCTBA B KAKOM-
au6o npyroi popme.

JlanpHelive uccienoBaHusl (€ciau OHU
MIPOBOASITCS ), BEPOSATHO, OKAKYT BIUSHUE
Ha YBEpPEHHOCTb B OLICHKE T0JIb3bI U PHUCKa
Y MOTYT U3MEHUTH OLICHKY.

JlanHbIC u3 Ha0JIFOJaTeIbHBIX
HCCJICIOBAaHUM, OCCCHCTEMHOTO
KJIMHUYECKOTO OIIBITA, WJIN u3

PaHJIOMHU3UPOBAHHBIX KOHTPOJHUPYEMBIX
UCIIBITAaHUM C CEPbhE3HBIMU
HegocTtatkamu. Jlrobas onenka sddexra
SIBJISICTCS] HEOTIPEICIICHHON

*B Tabnuie nudpoBoe 3HaAUEHHWE COOTBETCTBYET CHJIE PEKOMEHJaluii, OyKBEHHOE -

COOTBCTCTBYCT YPOBHIO JOKA3aTCIbHOCTH

BboJae3ns I'ome (BI') — nanbonee yactas ¢popma HacleACTBEHHBIX (hepMEHTONAaTHiA,

O6’bCIII/IH€HHI)IX B TIpYIIly JIM30COMHBIX Oose3Hen HaKOILIICHHUs, B OCHOBC KOTOpOﬁ

nexut aedekt rena GBA, koaupyroiero au3ocoMubiii pepmenT B-D-riroxo3nnasy (B-

GCase), 0TBETCTBEHHBIH 32 KaTa0O0INU3M JIUITHIOB.

Kon MKB-10
E75.2 - ipyrue chUHTOIUTIAIO03BI

MU AEMHOJO0I'UA

bI' maH>THHYECKOE 3360HeBaHI/Ie, JaCcTOTa KOTOPOIro COCTaBJIACT

1:40000 — 1:70000

KUBBIX HOBOPOXXJICHHBIX. B momnynsiuuu eBpeeB-amikeHa3u (BbIXo/ileB u3 BoctouHoit

EBpomnbl) yacToTra BCTpeyaeMOCTH 3TOro 3aboseBaHusl fABISETCS Oojee BBICOKOW H

nocturaet 1:450 — 1:1000.

ITUHOIATOI'EHE3

bI' nacnenyercs mno ayTocoMHO-peneccuBHOMy Ttully. IlpucyrcrBue aByx

MyTaHTHbIX amneneil reHa GBA accomuupyercs co 3HauutensHbiM (< 30% ot

HOPMAaJIbHOTO YPOBHsI) CHIDKCHHEM KaTtaluThuueckod aktuBHocTH [-GCase, ¢pyHkums
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KOTOPO# 3aKirouaeTcss B JIErpajalud TIIMKOCHUHTOIMIUAOB (TIIIOKOLEPOOpPO3HIOB,
TIIFOKO3WITIEPAaMUIOB) 70 TIOKO3bl U Tiepamuaa. ledbumur B-GCase mpuBomut K
HAKOIIJICHUIO B TIN30COMaX MaKpo(aroB HErHIPOIU30BaHHBIX JIUIUIO0B U 00pa30BaHUIO
XapaKTEpHbIX KIETOK HakorieHus (kierok [l'ome). CrneacTtBueM  JTaHHOIO
MeTaboIMuecKoro nedeKra SBISIOTCS: XpPOHUYECKas aKTUBalMs MakpodaraibHON
CHCTEMBI, AyTOKPUHHAS CTUMYJISIUS MOHOIIMTONOA3a M YBEIMYCHHE aOCOIIOTHOTO
KOJIMYECTBa Makpo(daros, HapyIIeHHE PETYIATOPHBIX QYHKIIUN MaKkpodaros.

I'en GBA, komupyrommii B-GCase, pacnosioxkeH B xpoMocomHoi oOnactu 1¢21. B
HacTosiiee Bpems onucaHo Oosiee 300 pa3nIuyHbBIX MyTalui, KOTOPbIE YaCTUYHO WU
MOJIHOCTBIO OJIOKUPYIOT KaTaTUTUUECKYIO0 aKTHBHOCTh ()epMEHTA, U KOTOPHIE CBA3AHbBI

C IIMPOKUM HOJIHMOp(bH3MOM KJIMHUYECKUX cUMOTOMOB bI'.

KIACCUDOUKALIUA
B 3aBucuMocTH OT KIMHUYECKOTIO TEUEHHUs BbIAEIAOT 3 Tuna oose3nu ['ome:
e Tum | — HEeHEeHPOHONIATUYECKUN (CaMBbIil YaCThIil).
® TUIll 2 — UHOAHTUILHBIN WA OCTPHIN HEMPOHOTIATUYECKUH,
e TUN 3 — NOAOCTPbII HEHPOHOMATUUECKUIA.
IIpu Tunax 2 1 3 B MaTOJOrMYECKUI ITPOLIECC BOBJIEKAETCS HEPBHASL CHCTEMA, [I03TOMY
MX Ha3bIBAIOT HEMPOHOIIATUYECKUMH.

Knunnueckue niposisinenus: BI' Tunma 1 paznooOpasusl. Bo3pact Mmanudecrtanuu
3aboseBanusi Bappupyer oT 0 mo 60 mer. BI' Tuna 1 uMeer XpoHUYECKOE TEUCHHE.
Kinnanyeckass kapThHA  XapakTEpU3yeTCs  MNPOrPECCUPYIONIUM  YBEIWYEHHEM
MMapEHXMMATO3HBIX OPraHoB (IEYEHH W CEJIE3€HKH), MAHUUTONECHUEH W MaTOJIOTHEi
TpyOUaThIX KOCTEH CKeJeTa.

OcHoOBHbIE KIMHUYECKHE cUMIITOMBI bl Thma 1:

® TIenaToCINICHOMETAIIN,

® TEeMOPPAru4eCKUil CUHAPOM,

® KOCTHBIE 00JM (KOCTHBIE KPU3bI),

® HapyIICHHUE MOJBUKHOCTU B CyCTaBax, 00YCIOBIEHHOE aCENTHYECKIM HEKPO30M,
® [IaTOJIOTMYECKHE IEPETIOMBI,

® 3a/epxKKa (PU3NIECKOTO U TIOJIOBOTO Pa3BUTHA,



® ACTEHUYECKHUI CUHIPOM.

[loctosiHHbI ¥ Hambonee paHHUN MpU3HAK 3a0oJeBaHUs — ciuieHoMmeranus. llpu
najbllallii CEJIE3€HKA MMEET IUIOTHYK0 KOHCUCTEHIMI0. PazMeps! cene3eHku npu bI°
MOTYT MpeBbIIATh HOpMY B 5-80 pa3. I1lo mepe nporpeccupoBaHus CILIEHOMETAINU B
CeJIe3eHKE MOTYT pa3BUBAThCS HH(PAPKTHI 1 GUOPO3HBIC HU3MEHEHU ST, KOTOPHIC HE UMEIOT
KJIIMHUYECKUX NposiBiIeHUM. ['emaromeranus npu bI' BbIpakeHa B MEHBIIEH CTENEHH,
YeM CIUIGHOMETalus U pa3BUBAETCA, KaK TMpaBuio, B 0Oojee TMO3IHHE CPOKH.
UckntoueHne cocTaBigiOT OOJbHBIE TOCHE CIJIEHIKTOMHUH, Y KOTOPBIX B OTCYTCTBUU
JICYCHUS] MOXET HaOII0JaThCs 3HAYUTENbHAs renatomeranus. OyHKIMS MeyeHu, Kak
MpaBUIIO, HE CTpadaeT. B peakux ciiydasix OTMEUaeTCs HE3HAYUTEIbHOE MOBBIIICHUE
CBIBOPOTOYHBIX TpaHcamuHa3. [Ipu mporpeccupoBannu bBI' MoXkeT pa3BUTHCS
nopTajibHasi  TUNEPTEH3UA.  ['eMopparMyeckwii  CHUHIpPOM,  CBSI3aHHBIM  C
TPOMOOIUTOTICHUEH W HapylIeHUEM (PYHKIHH TPOMOOLMTOB, MPOSIBISETCS B BUIC
MOJKOXKHBIX T'€MaTOM, KPOBOTOYMBOCTH CIHM3UCTBIX OOOJIOYEK U JUIUTEIIbHBIX
KPOBOTEUECHHUM TMOCJE MajlblX OMNEPATUBHBIX BMeEMIATENbCTB. [lopaxkeHue Jerkux
BcTpevaeTcss peako (1-2% OosbHBIX), TPEUMYIIECTBEHHO Y CIUICHIKTOMHPOBAHHBIX
MAalMeHTOB, W TPOSBISETCS KaK HMHTEPCTULIMAIBLHOE 3a00JIeBaHUE JIETKUX WA
MOpak€HUE JIETOYHBIX COCYJIOB C Pa3BUTUEM CHUMIITOMOB JIETOYHOM THUIEPTEH3UHU.
TunuuneM nposiBnenueM bI' Tumna 1 siBisieTcst mopaxeHrne KOCTHO-CyCTaBHOW CUCTEMBI,
KOTOpPOE MPOTEKAET OT OECCUMIITOMHON OCTEONEHUU U KOJI000Opa3HOoU AedopManuu
JTUCTAJIbHBIX OTJIETIOB OCAPEHHBIX KOCTEM (KOJIObI DpiieHMelepa) 0 TshKeleuIiero
OCTEONOpPO3a C MHOKECTBEHHBIMU MATOJIOTMYECKUMU MEPEIOMaMU M UIIEMHYECKUMHU
HEKpO3aMHU, BEIYIIUMU K Pa3BUTHUIO BTOPUYHBIX OCTEOAPTPO30B U, KAK CIEACTBUE,
HEOOpaTUMBIX opTomeAndecknx aedexroB. Y OoapmuHcTBa OONBHBIX ¢ BIT
HaOMIOAAIOTCA XPOHWYECKHE OO0MM B KOCTAX. XapakTepHbl KOCTHBIE KPH3HI,
CONPOBOXKJIAIOIIUECS  MYUYUTEIbHBIMM  OOJIIMM B KOCTSIX, THUIEpPEMUCH W
OOJIE3HEHHOCTHIO B 00JIaCTU CYCTaBOB, CHIDKCHHMEM JBUTATEIHHOW aKTHBHOCTH,
JUXopaakoi, o3HoOOM. Ha muke Kpu3a OTMEUarOTCS BBICOKMH JICHKOLIMTO3 U
MOBBIIIEHHAs] CKOPOCTh OCEIaHMsl DJPUTPOUUTOB. VIMEHHO TOpakKeHUE KOCTHO-

CyCTaBHOM CHCTEMBI OIPENEIIAET TSKECTh TeUeHHS bl' 1 KauecTBO KU3HU MAIMEHTOB.



OcHOBHBIE CUMIITOMBI 3a00JI€BaHHS Inpu BI' TMna 2 BO3HUKAIOT B IICPBLIC 6 MeC KHU3HU.

Teuenue 3a0oJieBaHus — OBICTPO [IPOrPECCUPYIOLIICE. Kimmanuecknii

CUMIITOMOKOMIIJICKC BKIIXOYACT IIPU3HAKH ITIOPAKCHUA HGpBHOﬁ CUCTCMBI U BHYTPCHHUX

OpTaHOB:

renaToCIIEHOMET AJINS;
HapylLIEHUE ITI0TaHUs, ONEPXUBAHNE, YaCTO OCIOXKHAIOINECS aCIUPAllMOHHON
ITHEBMOHHUEH;

TPU3M,

OwnarepanbHOE (PUKCUPOBAHHOE KOCOTJIa3He,

POrpecCUpyIOIINe MUpaMUIHbIe HapylleHus ( TeTpamapes,, runeppediexcus,
TIOJIOXKUTEIBHBIN CUMITTOM baOWHCKOTO H APYyTrHe NaToJorHdecKue peieKchl;)
MPOrpeCcCCUpYIOLIasl 3aJepXKKa ICUXOMOTOPHOTO pa3BUTUS W TOTEpS paHee
MpUOOPETEHHBIX HABBIKOB;

TOHUKO-KJIOHUYECKHUE U JIPYTHE TUIIBI CYyTOPOKHBIX ITPUCTYIIOB, PE3UCTEHTHBIX K
MIPOTUBOCYAOPOKHOU TEPATTUH.

['maBHOM 0COOEHHOCTBIO KIMHUYECKUX NposiBiieHuid BI' Tuna 3 sBisercs To, 4To

Hapsay C TOPaXCHHEM IapeHXMMATO3HBIX OpraHoB (TemaToCIICHOMETasus)

HAOJII0IAI0TCS HEBPOJIOTMUECKUE TIPOSIBICHUS, CXO/IHBIE C TAKOBBIMU TpH Tute 2 bI', Ho

MCHCC TAXKCJIO BBIPAKCHHBIC 1 BOSHUKAIOIINC, KAaK IIPABUJIO, B BO3PACTC OT 6 a0 15 mer

U II03XKeE.

OKYJIOMOTOPHBIE PACCTPOMCTBA;

CHIDKEHUE NHTEIIEKTa (0T HE3HAUUTENbHBIX U3MEHEHHH J10 TSHKEION IEMEHIUN);
AKCTpANMPAMUIHBIE HAPYILIEHHUS,

MO3KEUKOBBIE HAPYILLICHMUS,

paccTpouCTBa peuu, MUChMa,

NOBEJICHYECKUE U3MEHEHHS, SITU30/bl [ICUX034,;

Ir€HEPAIN30BAHHBIE  TOHHKO-KIIOHUYECKUE  CYJOPOTH,  MHOKJIOHUYECKHE

IMPUCTYIIBI.

B OonbiiMHCTBE cilydyaeB TeueHue 3a001eBaHus MEJIEHHO MPOTrPECCUPYIOLIIEE.



JANATHOCTHKA

JHmarno3s 6osie3nu ["omre cieayeT mpernoioKUTh Y aIieHTa C HEOObhSICHUMOM CIICHO-
Y TenaToMEeraineil, HIUTONEHUENH 1 CUMIITOMaMU NOpakeHus Kocten (puc.l).

OcHoOBOl COBpeMEHHOM JuarHocTuku bl sBisercss OMOXMMHUUYECKUN aHau3
aktuBHOCTH -GCase B neiikonuTax KpoBu. Taxke aKTUBHOCTH ()epMEHTA MOKET OBITh
orpe/erieHa B MATHaX BBICYHIEHHON KPOBH, KYJIbTYpe KIETOK KOXKHBIX (HOPOOIACcTOB.
[Ipu 5TOM cTemneHb CHIXKEHUS aKTUBHOCTH (hepMEHTa HE KOPPEIUPYET C TAKECTHIO
KIMHUYECKUX  TPOSBICHUNA W TeueHWeM  3aboJjieBaHus.  JOMOJHUTENHHBIM
OMOXUMHUYECKUM MapKEepOM, XapakTepHbIM Uit BI', ClIy)UT 3HaYUTENHHOE OBBIIICHUE
AKTUBHOCTU XUTOTPUO3UJA3bl — THUIAPOJUTUYECKOTO (EpMEHTa, CUHTE3UPYEMOTO
aKTUBUPOBAHHBIMU Makpodaramu, B CBIBOPOTKE KPOBU. Y OOJIBIIMHCTBA MAIUEHTOB C
BI' aktuBHOCTB 3TOTO (PpepmenTa noBeimaercs B 10-30 pa3 ot HopMmel. Onnako, 6%
o0IIe MOMmyJsIUK COCTAaBISIIOT HOCUTEIM TOMO3UTOTHOM MyTallMd B TEHE
XUTOTPUO3UA3bI, YTO BBIPAKAETCA B OTCYTCTBHUU AKTUBHOCTH (epMEHTA B ILIA3ME
KpoBU. [loaTOMYy B peakux ciaydasix ONpENeICHUEe aKTUBHOCTH XWUTOTPUO3UIA3bI HE
MOXET OBbITh WCIOJB30BAHO JIJIsi AUArHOCTHUKU W MOHUTOpuHTa BI' M mpumensercs
UCCJIEIOBAHKUE JPYTUX OMOXUMUYECKUX WM UMMYHOJIOTUYECKUX MApKEPOB. 30JI0THIM
CTAaHJAPTOM JIMATHOCTUKHU SIBISETCS OWOXMMHUYECKOE TECTUPOBAHHE, IOCKOJIbKY
MAaTOTEeHHOCTh HEKOTOPBIX BBISIBJICHHBIX PEAKAX W HOBBIX MyTalui Tpedyer
TOIOJIHUTEIIBHEIX HoKa3aTeabceTB. JIHK mmarnoctnka HE sSBiIsieTcs 00sS3aTCIIbHOM IS
MOATBEPKIACHUS IUArHO3a, HO MOXET ObITh PEKOMEHIOBAHA B CIy4ae HEOTHO3HAYHBIX
PE3yNbTaTOB OMOXUMHUYECKUX HCCIEAOBAHUN U C LETBI0 MPOBEICHUS MPEeHATATLHOM

WX IPEUMIUIaHTAIIMOHHOMN TMarHOCTUKU B ceMbe (puc 1.)

AHAMHE3 U ®PU3UKAJIBHOE OBCJIEJJOBAHHUE

[Ipu cObope anamHe3a U kanobd cienyeT oOpaTuTh BHUMaHUE HA HAJIMYKE:

® 3aJICPKKH (1)I/IBI/I‘{CCKOFO 1 IIOJIOBOI'O pa3BUTHSA,
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e C1a00CTH, HOBBIIIEHHON YTOMIIIEMOCTH, YaCThIX PECIIMPATOPHBIX MHPEKIUH;
® TIPOSIBJICHUI CIIOHTAHHOTO T'€MOPPAarHuecKoro CHHApoMa (B BHUJE MOJIKOKHBIX
remMaToM, KpPOBOTOYMBOCTH  CIM3UCTBIX  O0OJOYEK) WM  JAJIUTEIbHBIX
KPOBOTEUEHUI TP MaJIbIX ONEPATUBHBIX BMEIIATEIbCTBAX;
e (0Jeil B KOCTSAX U CyCTaBax; JaBHOCTb, XapaKTep U JOKAIHU3ALMIO O0JIe, Hamu4ne
B MPOILILIOM NEPETOMOB KOCTEW;
® NIPEIUIECTBYIOLIEH CINIEHAKTOMUHU (IIOJTHOW MIIM YACTUYHOM);
® HEBPOJOTMYECKOW CUMOTOMATUKM  (IVIA30[BUTATEIbHAsl  amnpakcus WM
cXopsiieecs KOCOTjla3ue, arTakcHs, TOTepsl HWHTEIUICKTa, HapyIICHHS
YyBCTBUTEIBHOCTH U JP.);
e ceMeHHOro aHaMHe3a (HaJIM4Yue CIUIEHPKTOMHHM WM MEPEYUCIICHHBIX BBIIIE
CUMIITOMOB Y POJIHBIX OpaTheB U CECTEP).
OOmeTepaneBTUYECKU  OCMOTP BKJIIOYA€T H3MEPEHHE pPOCTa M MacChl Tela,
TEMIIEpPATypbl Te€Ja, OLIEHKY COCTOSIHUS KOCTHO-CYCTAaBHOM CHCTEMBI; BBISBICHHE
MPU3HAKOB TEMOPPAruyecKoro CUHAPOMA, TeNaTOCIUICHOMEraliui, TuMGaIeHONaTHH, a
TaK)K€ CBOCOOPAa3HOW I'MIEPIUIMEHTALNN KOXKHBIX MOKPOBOB B 00JAaCTU KOJEHHBIX U

JIOKTEBBIX CYCTAaBOB, XapaKTEPHOM IS MaMeHTOB ¢ bI'.

Knnanueckne CHMIITOMBI B MMPU3HAKN 0oite3nu ["o1re B 3aBUCHMOCTH OT BO3pacTa
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(mo Physician’s guide to the diagnosis, treatment and follow-up of inherited metabolic diseases mon
pen. N.Blau, M.Duran, K.M. Gibson, C. Dionisi-Vici. 2014 r.)

3aziepxKa U perpecc - +++ ++ i
MICUXOMOTOPHBIX
HaBBIKOB
Cyaoporu = +++ ++ +
Komnnoaueas koxa +++ - - i,
(oTex ThLIA CTOM U
KHUCTEH)
I'enarocrnenomeranus ++ +++ +++ +++
uppo3 neyenun - - - -
AHOMaJbHbIE IBUKEHUS - +++ ++ +
IJ1a3HBIX 010K
AdHEMUA - + +4+4 ++
[leHuctoie KIETKH ++ -+ +++ ++4
MAHIUTOICHUS - + I +
TPOMOOLIUTOIICHHS - + +++ 4
bonu B kocTsix - = 4 4+
KI/I(1)03 = - + ++
OCTEOI0PO3 - - + ++
[Taronorunueckue - - + +
MIepPeIOMbI
PectpukTuBHas 601€3Hb - ++ ++ +
JIETKUX, JIETOYHas
TUTNIEPTEH3US
Pannsag cMepTh +++ T4+ + -
B-D-rmroko3umasza L i 1 1l
XHUTOTpHUO3MIa3a ™ M M 11

JIABOPATOPHBIE U HTHCTPYMEHTAJIBHBIE UCCJIEJJOBAHUSA

1. Knuanuecknii aHanm3 KpoBU Yy OoJbITMHCTBA OONBHBIX ¢ bBIT BhIABISET
TPOMOOITUTOTICHUIO, JICHKOIICHUI0O M aHEMHIO, KaK TMPOSBIICHUS TUIEPCIUICHU3MA. Y
JeTel aHeMHsl MOXKET UMETh OaHaIbHBIN jkele301ehuUTHBIN reHes. O0clieIoBaHue Ha
oOmeH sxenesa (ceiBoTouHOE xene3o, OXKCC, dbepputuH u TpancheprH) MOMOXKET B
muddepeHIaTbHOM  JMarHo3e MeEXAy aHeMHUEeW XpOHUYECKOTO 3a0oJieBaHUS U

)KCJ'ICBOI[C(I)I/IHI/ITHBIM COCTOSAHHUEM, Tpe6y101ueM CTaHAaPTHOI'O JICUCHMA.
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2. Mop@donoruyeckoe ucciaenoBaHEe KOCTHOTO MO3ra CIIOCOOCTBYET BBISBICHHIO
XapaKTEepHBIX JHAarHOCTUYECKMX JJIEMEHTOB — KiIeToK [ome u OoZHOBpEeMEHHO
UCKJIIOUEHHUIO JTMarHo3a reMooOsacro3a win JuMdorpoirdepaTuBHOro 3a0oseBaHus
KaK MPUYMHBI LUTONEHWUW M TemaTrocIuieHoMeraiuu. JleTsM »TO HcclieJoBaHue
MPOBOAT PEAKO, CTPOTO MO MOKa3aHUSM, TJIaBHBIM 00pa3oM, MpH HEOOXOIUMOCTU
npoBesieHust TudPpepeHInalIbHOrO JUAarHo3a co 3JI0Ka4eCTBEHHBIMU MIPOIIECCAMM. .

3. Pentrenorpagusi KocTeil ckenera HeoOXOAMMA JUIsl BBISIBICHUS M OLCHKU
TSOKECTU MOPAKEHUSI KOCTHO-CYCTaBHOM CUCTeMBbI. MI3MeHeHUs KOCTHOM TKaHU MOTYT
ObITh MpencTaBiIeHbl AUPPY3HBIM OCTEONMOPO30M, XapaKTepHOU Ko010000pa3HOU
aedopmalel AUCTaIbHBIX OTAETIOB OCIPEHHBIX W MPOKCUMAIBHBIX OTIEIOB
OonpIIeOeploBbIX  KOCTel  (koiObl  DprieHmeiiepa), oyaramMum  OCTEOJU3HCA,
OCTEOCKJIep03a U OCTEOHEKPO3a, MaTOJIOTMYECKUMHU MIEPETOMAMH.

4, JlencuToMeTpuUsa U MarHUTHO-pe3oHaHcHas Tomorpadust (MPT) sBistoTcst 6omee
YYBCTBUTEIBHBIMU METOJAMHU M MO3BOJIAIOT JUArHOCTUPOBATh IMOPAKEHUE KOCTEH
(ocTeomnennto, HHPUIBTPAIIMIO KOCTHOTO MO3ra) Ha PaHHUX CTaJAMAX, HE TOCTYITHBIX
BU3YaIM3alliU peHTreHorpaguei.

S. Y31 nu MPT nedenu u cene3eHKH MO3BOJISIOT BBISIBUTh X OYaroBbIE TOPAKEHUS
U OIpEeNeNUTh WCXOIHBIM O0OBEM OPraHoB, YTO HEOOXOJUMO ISl TOCIIETYIOIIETO
KOHTPOJIs 3D (PEKTUBHOCTH 3aMECTUTENHEHOMN (hepMEHTHOM Tepanuu.

buoxummueckoe wuccienoBanue: cHikeHue akTuBHocTH [-GCase. MonekynspHo-
TeHETUYECKOE UCCIIeIOBAaHUE: BhIsiBIIeHHE MyTanuil B rene GBA.

6. JlonomHUTENbHBIE NCCIIEeIOBAHUS:

e JlomIUIep-3XoKapauorpadus — y CINICHIKTOMUPOBAHHBIX OOJIbHBIX;

e 1530(aroracTpoyoeHOCKONHUS — IMPH HAJIUYHUU COOTBETCTBYIOLIUX KaJI0O WU
MPU3HAKOB MOPTAIbHOMN THIIEPTEH3HH.

e Jlpyrumu XapakTepHbIMHU JIaDOpaTOpHBIMU cuMmMnToMamu npu bl sBistorcs:
MIOBBIIIICHUE YPOBHS CBIBOPOTOYHOTO (PePPUTHHA, aHTHOTECH3NHIIPEBP AIIAIOIIETO
depmenta, xemokmHa CCL 18, koTopble OTpaxaioT CTENEeHb AKTUBHOCTH
3a00JIeBaHUsI U MOTYT MUCIOJIb30BaThCS KaK OMOMAapKephl JJIsl OLIEHKH TUHAMUKH

Ha (hoHE JIeUCHUS.
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KOHCYJ'IBT&I_II/II/I CIICOaJInuCTOB

1. KoHcynbTamus MCHXOHEBPOJIOTa HeoOXoauMa BceM JeTsaM ¢ Bl mis yrouneHus
THIAa 3a00JI€BaHU.

2. KoHcynpTamust oprormena TmokKa3aHa TPH TMOJO3PCHUHM Ha HaWYUE y peOeHKa
CKEJIETHOH MaTOJOTHH.

3. Koncynpramus Bpada-TeHeTHKa HEOOXOJMMa BCEM CEMbSM, HMEIOIIUM

POACTBCHHUKOB C oonesnnio [omre.

JInarno3 0osie3nb ['olie cTaBUTCS HA OCHOBAHHUM COBOKYNHOCTH KJINHUYECKHUX
JAHHBIX, Pe3yJbTATOB JAOOPATOPHOI0 HCCIACAOBAHMS, OHOXHMMHMYECKOI0 WU

MOJICKY/ISAPHO-TCHETUICCKOI'O aHaJ/In3a.

TN ®PEPEHIMAJIBLHBINA TUATHO3

st Tuna 1 BI' B 3aBucuMocTH OT BUIa MaHu(pecTaluu — pa3HOOOpa3HbIe HIK30TEHHBIC
Y HacJICJACTBEHHbIC 3a00JICBaHHUS, COMPOBOXKIAIOIIMECS BUCLEPOMETraanuei, OCTPhIMU
00JIIMHU B KOCTSIX, KPOBOTOYMBOCTBIO (BUPYCHBIC T€HATHTHI, OCTCOMHUECITUT, KOCTHBIN
TyOepKyne3, TemModuius, TJIIMKOreHo3bl, Oone3nb Human-Iluka (tum  B),
HEJ0CTATOYHOCTh KHCJIOM JIuma3bl( 00JIe3Hb HAKOTUICHHUS 3(PUPOB XOJIECTEPUHA).

Hust tunoB 2 u 3 BI' — Oone3nr Human-Iluka (tuner A, C), GM1-ranrnmo3umnos,
rajakTOCHUalin03, HEIOCTaTOYHOCTh KHUCJIOW Jinma3bl (0osie3Hb BosibmaHa), a Takxke

BPOXJICHHAA OKYJIOMOTOpPHAA alrpaKkCusl.

INPUMEPBI TUATHO30B
o bonesznv I'owe, mun 1.
e bonesznv I'owe, mun 2.
e bonesznwv I'owe, mun 3.
e bonesnw ['owe, mun 1. Cocmosnue nocie cnieH3Kmomuu.
o bonesnv lowe, mun 1. Ilamonocuueckuti nepenom welku npagoeo beopa,

COCnosARUe nocie onepanmueHoco J1e4eHUAl.
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o bonesnwv I'owe, mun 1. Acenmuueckutl HeKpO3 20J108KU OeOpeHHOL KOCMU CJledd.
o bonesznv I'owe, mun 1. Ocmeonenus nosCHUYHO20 omoeild N0360HOYHUKA.

e bonesznv I'owe, mun 3. Cumnmomamuyeckas Snuiencusi.

o bonesno Ilowe, mun 3. Kocoenasue coopysxcecmeenHoe cxo0sueecs

anvmepHupyiouee.

JIEYHEHHUE

CoBpemenHoe nedenne bI' 3akirodaercss B Ha3HAYEHHHM MOXU3HEHHOW (PEpMEHTHOMU
3amectuTenbHol Tepanuu (O3T) pekoMOMHAHTHOM TIIIOKOIEPeOpPO3UIa30H, KOTOpas
KYIUPYET OCHOBHbIC KJIMHUYECKHE MPOSBICHUS 3a00JI€BaHMsI, YJy4lllas KadeCTBO
KU3HU O0nbHBIX ¢ BI' m He oka3biBas BBIpaKEHHBIX MOOOYHBIX 3(pPextoB. D3T
MoKazaHa Il JUTMTENIbHOW 3aMECTUTENhbHON (epMeHToTepanuu y OOJIbHBIX C
MOJITBEPKICHHBIM TuarHo3oM bI” tun 1 6e3 mopakenust HepBHOU cucteMbl (1B) mwm ¢
XpPOHUYECKUM TopaxkeHueM HepBHoM cuctembl (BI' Tum 3), y KOTOpBIX HMEIOTCS
KJIMHHYECKU 3HAUMMbIC HEHEBPOJIOTMUYECKHUE MPOsBICHUS 3a0oeBanus (2B).
Kaxnomy nanuenty, umeromeMy kinauyeckue nposisiienus bI' (bI' tun 1, BI' tun 3)
noJpkHa ObITh Ha3HaueHa D3T. Jo3a mpenapaTa J0JKHA MOA0MPATHCS HHIUBHIYaTbHO
B COOTBETCTBUM C KIMHUYECKUMHU M JIAOOPATOPHBIMH TOKazaTeasiMU. B cBs3u C
pa3BUTHUEM JIa0OPATOPHON AUATHOCTUKHU TIpU OOcCieq0BaHUM CUOJUHIOB (OpaTheB U
cecrep mpoOaHaa) MOTyT OBITH BBIABICHBI JAeTH ¢ BI', He mMMerIMe KIMHUYSCKUX
nposiBjieHnit. Takue manueHThl HyKAaloTCsl B HAOMIOACHUU, HO HAYWHATh UX JICUCHHE
HEOOXOJMMO TOJILKO MPH MOSIBJICHUH CUMITOMOB OOJIE3HHU.
[Tokazanus miist Havana @3T  y geTel MpUBENCHBI HUKE.
®O3T HazHAYaIOT NpPU HATUYUHU OJHOTO HJIM HECKOJIBKO M3 CICAYIOIIMX CUMIITOMOB U
MIPU3HAKOB:
JlaGopatopHble TOKa3aTeu:

o Tspxenas anemust (Hb <80 mr / mm)

o Tsoxenas tpomOonmronenus (<60 000 kireTok / min)

e KomnuecTBo geiikonuToB <3000 KiIeTOK / M1

e BrisBieHa ojHa U3 TsDKENbIX MyTalui (Hanpumep, [444P unu D409H )
15



Knunnueckue npuzHaku:

[TopaxeHue kocTell (KOCTHBIE KPU3bI U HEKPO3)

3azepKKa pocTa, CHUKEHUE CKOPOCTH POCTa U / WM 3aMEIJICHHE pOCTa
3anepxkka myOepTaTHOTO pa3BUTHUS

BMD Z-mikana auxe -2,0 *

O6wem Cenesenkm> 2.0 MN u 00bem nieuen> 2,0 MH

*[IIkana oueHku Tsxectu 3abosieBanuss Robertson PL, Maas M, Goldblatt J
(2007) Semiquantitative assessment of skeletal response to enzyme replacement
therapy for Gaucher's disease using the bone marrow burden score. AJR Am J
Roentgenol 188:1521-1528

Llenu neuenus:.

1)

2)

AHewmus:

MOBBIIICHHE YPOBHS TIeMOINIOOMHA B TeueHue 12-24 wMecsieB Tepanuu 10
saauenwnii Beime 110 r/i;

OTCYTCTBHE 3aBUCUMOCTHU OT FeMOTpaHCPy3uii;

YMEHBUIEHUE YTOMJISIEMOCTH U JTUCITHO?;

NoJAIep>KaHKue TIOCTUTHYTOTO B T€UEHHE NMEPBBIX 12-24 Mecs1eB Tepanuul ypoBHS
reMOorJIo0HHa.

TpoMOouMTONIEHNS:

yBEJIMYEHHE KOJMYECTBA TPOMOOLMTOB BO BpEMs MEPBOrO roja Tepamuu 10
YPOBHSI, JOCTATOYHOTO ISl MPEAOTBPALICHUS! CIOHTAHHBIX U XUPYPrHUYECKUX
KPOBOTECUYCHU;

OpyU YMEpPEHHOW HCXOJHOW TPOMOOIMTONEHUH: YBEIWYEHHE KOJIWYECTBa
TpoMOoIuTOB B 1,5-2 pa3za Kk KOHIy MEpBOro roja Tepalnud W JOCTHKEHUE
HVDKHEH TPaHULIbl HOPMBI B TEUEHHE 2-X JIET TEPAIINH;

IIPU BBIPAXKEHHON UCXOAHON TPOMOOLMTONICHNUHU: YBEIMUEHUE KOIMYECTBA
TpoMOOIUTOB B 1,5 paza K KOHIly IEPBOr0 rojJla TEpAluu U HATMYUE TEHACHIIUU
K JAJIbHEWIIEMY YBEJIMUYECHUIO UX YPOBHS B T€UEHHE 2-5 JEeT Tepanuu (yABOCHHUE
KOJIM4Y€eCTBa TPOMOOIMTOB K KOHILY BTOPOT'O r0/ia TEpanum), OJAHAKO MPU 3TOM HE

CIICaAyCT OXKU/AaTh MOJTHOM HOpMaJIN3allhU 3TOTO IOKA3aTCIIA,
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3)

4)

5)

6)

OTCYTCTBHE ITOKa3aHUH K CIUICHIKTOMUH;
NoJJep)KaHUE CTaOMJIBHOTO KOJMYECTBA TPOMOOIMTOB 0€3 pHCcKa pPa3BUTHUS
KPOBOTEUEHHUH TOCIIE JOCTHKEHHSI MAaKCHMAJIBHOTO OTBETA Ha TEPAIIUIO.
I'enaTomeranus:
yMeHbLIEHUE (M NOJAEepKaHuE) pa3MEPOB IEUEHH 10 HOPMAJIbHBIX WK B 1,5 paza
[IPEBBIIAIOIINAX HOPMAJIBHBIE,
ymeHblieHue oobeMa neyenu Ha 20-30% B Teuenue 1-2 ner tepanuu u Ha 30-
40% B TeueHue 3-5 JeT TepaIum.
Conenomeranusi:
yMeHblIEHUE (M TOAJEpKaHHE) pa3MEPOB CEJE3€HKU [0 MPEBBIIAIONIIUX
HOPMAJIBHBIE MEHBIIIE, YeM B 2-8 pa3s;

yMeHblIeHue oobema ceneseHku Ha 30-50% B Teuenue 1 roga tepanuu u
Ha 50-60% B TeueHue 2-5 NET Tepanuu;

o0JIer4yeHre CUMIITOMOB, BbI3BAHHBIX CIUICHOMETAJIUEH: B3yTHE KUBOTA,
paHHee HaChIILIEHNE, PA3BUTHE NH(PAPKTOB CEIIE3EHKU;

YCTPaHEHHE CUMIITOMOB TMIIEPCIIEHU3MA.
Koctu:
YMEHBUIEHUE WIH YCTpaHeHHe 00siel B KOCTSIX B TeueHue 1-2 JeT Tepanuu;
IPENIOTBPAICHUE KOCTHBIX KPU30B;
MpEeA0TBPALIEHUE PA3BUTUSA OCTEOHEKPO30B U CYOXOHAPAIBbHBIX KOJUIANCOB;
yJIyUIIEHHE TIOKa3aTejas MHUHEPAIBbHON IUIOTHOCTH KOCTEW; YBEJIHMYEHHE
KOPTUKAJIBbHON M TpaOEeKyJIsSIpHOM MHUHEpaIbHOM IJIOTHOCTH KOCTHOM TKAaHH B
TE€YEHHUE 2-X JIET Tepallny;
JOCTHKEHUE HOPMAJIBHOM WJIA UJICAIBHOM MMKOBOW KOCTHOM MAcCHhl.
Pocr:
JOCTH)KEHHE HOPMAJIBHBIX II0KA3aTele pocTa COIVIACHO MOIYJISILIUOHHBIM
CTaHAapTaM B T€UEHUE 3-X JIET Tepanuu;

JOCTUKEHNE HOPMAJIbHOTO BO3pacTa HacTyIIEHUs Iyoeprara.
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Pazpaborano Heckonbko mpernaparoB st 3T BI. B Poccuiickoit ®denepanun
3apEruCTPUPOBAHO 2 Mpenapara — UMUIIIIOLEpas3a v BeJariouepasa.

[Ipenapar Ilepesum (umurmonepasza) (Kom ATX:A16AB02), pekoMOWMHAHTHBIN
(dbepMeHT, CHHTE3UPYEeMbIi KJIETOYHOHN JIMHUEH, TTOJTYYCHHOW M3 SMYHUKOB KUTAHCKHUX
xoMsA4yKoB. llox pencTBUEM HMMUIIIIONEpa3bl NMPOUCXOAUT THAPOIU3 TIIMKOJIMIHUAA
TIIIOKoIEepeOpo3raa 10 TIIIOKO3bl U IiepaMua Mo OObBIYHOMY NIyTH MeTaboiau3Ma
MEMOpPaHHBIX JIUITHOB.

[Ipenapatr XoOpoIlo MEPEeHOCUTCS, HE HUMEET BBIPAKEHHBIX MOOOYHBIX 3(PGEKTOB.
[Tokazan s tepanuu | u |1l TunoB 6oneznu INome. D PekTUBHOCTS U 6€30MaCHOCTh
Tepanuu UMUIJIIoLEepa3or noaresepxacHa 20-10 roJjaMu KIMHUYECKOro OmbITa y Oosee
yeM 5 500 manuueHTOB BCEX BO3PACTHBIX TPYIIIL.

[Ipenapar Beimyckaercs Bo ¢iiakonax B no3upoBke 400 EJI. V nereit ®3T HaunHaoT B
craimonape. Ilpemapatr BBOAMTCS B/B KamenbHO B TeueHue 1,5-2 yacoB, yacToTa
BBeZeHud - | pa3 B 14 gueil. B cBsizu ¢ rereporeHHoctsio BI' mo3a mpemnapara st
KQ)KJIOTO NAalMEHTa JOJHKHA MOA0MPATHCS HHIUBUAYAIbHO.

VY nereit ¢ bl' HauanbHas 10332 UMUIIIIOLEPA3bl COCTABIISECT:

— mpu tune 1 BI', mporekaromieit 6e3 mopakeHus: TpyOUaThix Kocteil ckenera - 30
EJl/xr na 1 BBeneHue;

— npu tune 1 BI', npoTekaroriei ¢ mopaxkeHneMm TpyOUuaThiX KOCTEH ckeneTa (KOCTHbIE
KpH3bl, NTATOJIOTUYECKUE IEPETIOMBI, OYard JIMTHYECKON IECTPYKLNH, ACENTUYECKUI
HEKpO3 TOJIOBOK OeipeHHbIX KocTeil) - 60 EJI/kr Ha 1 BBeneHue;

— npu tune 3 bI' - 120 EJI/xr na 1 BBeneHue (.

J103a uMUTIIIOLEPa3bl MOXKET MOBBIIATHCS WIIM CHUKATHCS, B 3aBUCHUMOCTH OT CTENIEHU
NOCTH)KCHUS TEPAleBTUUECKUX LEJIE€d Ha OCHOBAaHWM OLIEHKM KJIMHUYECKHUX
IIPOSIBIICHUN.

B nacrosimee Bpemst onyonukoBanbl pe3yibTarsl 10-netneit @3T umurmonepasoil.
IIpoaeMOHCTPUPOBAHO 3HAYUTEIBHOE YCTONYUBOE YIIYUIIEHUE COCTOSHUS ITALIUEHTOB C
BI', xoTopoe OlLIEHHBAJIOCH TO TAaKUM TNapamMeTpaM, KaK ypOBEHb TIeMOTJIOOMHA,
TPOMOOILIUTOB, 0OBEM MEUEHU U CENIE3eHKH (y HECIUICHIKTOMU3UPOBAHHBIX OOJIBHBIX),

HaJIMYME KOCTHBIX 00JIEH M KOCTHBIX KPpHU30B.
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BITPUB (Benarmoniepaza anbda) (Kog ATX: A16ABI11). Benarmonepasza anbda -
MPOU3BOAUTCS C HCIIOJIB30BAHUEM YEJIOBEUYECKOW JIMHUM KJIETOK (KyJIbTypa
OMyXO0JIeBbIX KiIeTOK (hubpodsactoB). Ilokaszan s tepanuu O6osie3nu ['ome | Tuma.
Benarmroriepasa anbda Xoporio mepeHOCUTCsI, He OKa3bIBae€T BHIPAKEHHBIX MTOOOYHBIX
s dexron. Pekomenmyemas mo3a coctasisiet 60 EJI/kr 1 pa3 B 2 Henenu. J[03y MOXKHO
KOPPEKTUPOBATh MHUBUIyAIbHO, HA OCHOBAaHUU JOCTHKEHUSI 0KuaaeMoro dpdexra u
€ro coXpaHeHus, OJlHaKo, mpuMeHeHue 103 Boime 60 EJI/kr He uzydyeHo. Takxke moka
HET JAHHBIX KIMHUYECKUX HCCIEAOBAHMM O NMPUMEHEHUU BeJarimonepasbl aibdha y

J€TEeN B BO3pacTe 10 4-X JeT.

B ci1y4dac HCO6XOI[I/IMOCTH BO3MOZKCH IICPCXO0a C OAHOI'O JICKAPpCTBCHHOI'O IIPCIIapaT Ha

apyroi. JlanHas HEOOXOIUMOCTb JOJIKHA ObITh KIIMHUYECKH 0OOCHOBAHA.

BoJbIIMHCTBO MAIMEHTOB YK€ Uepe3 HECKOIbKO Henenb nocie Hadyasia @3T orMmedaror
MOBBIILIEHHE PA0OTOCIIOCOOHOCTH; MOYTH Y BCEX OOJBHBIX Uepe3 6 MecsAleB OT Hayalia
JIEYEHUs OTMEYaeTCsl OTYETIMBOE YIYUIIECHUE TeMaTOJIOTMYECKHX ITOKa3aTelei,
KOoTOpbIe uepe3 12-18 mecsneB HopManu3yrorcsa y 60apmHcTBa 001bHBIX. KpoMe Toro,
Ha (oHe JneueHuss y OOJIBIIOrO Yuciia OOJNIBHBIX 3a 4 - 6 MecsAleB MPOUCXOIUT
3HAYUTEIHHOE YMEHBIICHUE PA3MEPOB MTEUEHHU U CETIE3EHKH. Y TEX MAIIUEHTOB, KOTOPbIE
B TeueHue Oosiee 2 JIeT MOoMydaroT aJeKBaTHYIO 103y (hepMeHTa, pa3Mephl EUCHHU YacTO
HOPMAaJIM3yIOTCA. Y HEKOTOPBIX MAILMEHTOB C MACCHUBHOW CIUICHOMETAJIWEH Ja)ke Ha
(hoHEe MHOTOJIETHEH Tepanuu HE MPOUCXOIUT MOJHOTO BOCCTAHOBJIEHUS HOPMAJILHOIO
pasmepa oprasa, 4To, OU€BUIHO, 00YCIOBIEHO BRIPAXKEHHBIM (POPO30M €r0 CTPOMBI. Y
neteit Teuenne 60se3nu ['oire 9acTo compoBOKIAETCS 3HAUUTETLHBIMU HAPYIICHUSIMU
pOCTa, KOTOpBIE OBICTPO YCTpPaHSIOTCS Ha (JOHE aJICKBATHOM 3aMECTUTENILHON Teparnuu
dbepMeHTOM, TP TOM y OONBHBIX JIeTed YacTo HaOMI0Mal0T OYKBaJbHO BCIHBIIIKY
OypHoro pocta. [locne nedeHus: npoAOIKUTEIBHOCTHIO 12-18 MecsIieB y O0IbITHHCTBA
OOJIbHBIX Ha KOHTPOJBHBIX PEHTI€HOTpaMMaxX KOCTEH MPOJOIKAIOT OTMEYaThCS
TANUYHBIe U1 Oone3nu ['ome wHuUIbTpaTUBHBIE wW3MeHeHus. Kak mpaBwmiio, ¢

nomotibio MPT yriydiieHne cOCTOSIHUS KOCTEeH MOXKHO HaOJroAaTh MPU CPOKax
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JICUeHUs HE MEHbIe 2-3 jeT. YBeanuenue oobeMa HOPMAJIBHOT'O JKHPOBOT'O KOCTHOT'O

MO3ra Ha4YnMHacCTCA HpI/I6J'II/IBI/ITeJ'H>HO 4cpe3 OJIMH 1o 1ocCJic Havdaja JICUCHHA.

[locme paciieruieHnss HAKOIUIGHHOTO TJIIOKOILEpPeOpo3uia U COOTBETCTBYIOIIETO
YIIY4IIEHUSI COCTOSIHMSI OOJIBHOTO M PEAYKLIHUH KIMHUYECKHUX OCJIOKHEHUH 032
(depmMeHTa MOXKET ObITh yMeHblLIEHa. McxXons M3 NPAaKTUYECKOrO OIbITA, MOYKHO
YTBEPKIATh, YTO JIyYIlI€ BCETO HA JICUEHHUE PEArupyrOT MOJIOAbIE OONbHBIE C JIETKUMHU
HOopaXeHUsAMH KocTell. XyKe BCEro OTBEYAIOT HA JIEUEHUE OOJBbHBIE C TKEIBIMU

KOCTHBIMH IMOPAKCHMAMM, Y KOTOPLIX YJIYUIONCHUC ITPOUCXOAUT MCIJICHHO U AJIMTCIIBHO.

[To6ounbie 3P PexThI GepMEHTHOM 3aMECTUTEIHHON TEpPaITUH.

@®3T Oe3omacHa v JIMIIb B OYEHb PEAKUX CIIy4asiX COMPOBOKIAETCS HEKETATEIbHBIMU
MOOOYHBIMU PEAKIIUSIMHU.

Tonbko 7% mnanueHTOB UMeEIM HEOJAronpusTHbIE COOBITHUS BO BpeMsl WJIM uepes
HECKOJIBKAX JHEW mocne nposeneHus 3T B BUAE rUIoauiepruyeckor peakuuu . B
ATUX CIIyYasX PEKOMEHAYIOT 3aMe/IJICHUE CKOPOCTU UH(DY3UH 1 / WK TIPEIBAPUTETHLHOE
Ha3HAYCHUE aHTUTUCTAMUHHBIX MPENapaToB I KOPTUKOCTEPOUIOB.

Jlnmrb y HeOOIBIIOTO Yncia O0IBHBIX BEIPAOATHIBAIOTCS HEUTPATU3YIOMINE aHTUTENA K
B-GCase, eme pexxe 5TH aHTHUTENA SIBISIOTCS NPUYMHOW CHIDKEHUS KIMHUYECKON
s dextuBHOCTH mpernapaTta. [lo 3TOW mpWUYWHE PETYIAPHOE OMpPEAeNICHUe YpPOBHS
AHTUTEN B KPOBU OOJIbHBIX HE SBJSETCS HEOOXOAUMOCTHIO.

Y MHOTHX ITallUEHTOB BO BpeMsl TIPOBEICHUS Tepaluy yBEIMUUBACTCSI Macca Tena. Kak
MpaBUIIO, TAaKOE yBelIWueHue konebnercs oT 2 mo 5 kr. Ilostomy mepen Hauanom
JICYCHUS M B €r0 XOJIe¢ HEOOXOMMO B3BEIIUBATH OOJIBHBIX, OCOOCHHO JETEH, KOTOphIC
UMEIOT TOCTOSIHHYIO (DM3MOJIOTHUYECKYI0 MpHOaBKy Beca. OJTO HEOOXOAMMO Jis
CBOEBPEMEHHOIN KOPPEKTUPOBKU 103kl npenapara O3T.

Ouenr BaxeH MoHuTtopuHr D3T, 4TOOBI MOAOOpaTH anEKBATHYIO MJIS KaXKIIOTO
MalueHTa 03y npemnapara. IT0 HEOOXOAUMO, YTOObI He ObUTa Ha3HA4YeHa CIUIIKOM
HU3Kas 10332, KOTOpas HE JaeT BO3MOXKHOCTh M30€KaTh OCHOBHBIX OCIIOKHECHHM
00JIe3HH, a TaK)KEe HE 3aBbIIIATh CTOMMOCTb JICUCHUS] HA3HAYEHUEM CIIUILKOM BBICOKOM
no3bl nipenapara. HeoOxoauMble HayanbHbIE M MOAEPKUBAIOIIKE 1036l MOTYT OBITh
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Pa3HbIMHU Y KaXXI0TI'o 6OJIBHOI‘O, H€O6XO,Z[I/IMO OTTAJIKUBATLCI B 00OCHOBAHUHU JO03bI Ha
OCHOBHBIC KIIMHUYCCKHC IIPOSABICHHA, J'Ia60paTOpHI>IC N MHCTPYMCHTAJIbHBIC MCTObI

O6CJI€I[OB8,HI/IH, JOCTHKCHUC ueﬂeﬁ TCpaIlnuu.

Y OoNpHBIX, KOTOPHIM MperapaTshl MPUMEHSUIM 3 pa3a U 0ojee B CTalMOHAPHBIX
YCIIOBUSAX, MPHU XOPOIIEH MEPEHOCHUMOCTH JICYEHUS! MOXKHO TMPOJODKUTH BBEICHUE
npenapara B aMOyJIaTOPHBIX YCIOBUSX.

[Tpu tune 2 BI' ®3T ne naznauvaercs (2C), Tak kak He rdPexTuBHA. BonabHBIE C ITOM
(GbopMON MpPaKTHYECKH HE pEearupyroT Ha JIEYEHUE W, HECMOTPS Ha IPOBEJCHHE
MaCCHBHOW 3aMECTUTENILHOIN Tepanuel 3a00JIeBaHHE MTPOTPECCUPYET U 3aKAHUYMBAETCS
netanbHO. Ha HEBpOJOrnyeckrne NposiBICHHS U HA PaHHUW JIETAJIBHBIA MCXOJ TaKoe

JICYCHHE HE OKA3bIBAET HUKAKOTO BIIUSHUSL.
Heiipononaruuyeckasi popMa ¢ XpOHHYECKHUM TeYECHHEM

O3T umurironepazon pazpenieHa Iisl JISYEHUs SKCTPAHEBPOJIOTUYECKUX HAPYIIEHUH,

TaK)Ke MPU XPOHUYECKOHN HelpoHomaTtuyeckoi ¢popme bI'.

3a0051eBa€MOCTh M CMEPTHOCTb  OOJIBHBIX,  CTpaJalolUuX  XPOHUYECKOU
HelipoHonaTtuyeckord ¢opmoir  OonesHun ['omie, mnpexnae Bcero, o0O0OycClIOBIEHA
reMaToJIOrMYeCKUMHU,  BHUCLEpPaIbHBIMU M KOCTHBIMH  nopaxeHusmMu. D3T
MMUTITIIOLEPa30i NPUBOAUT K HA/IEKHOMY YCTPAHEHUIO OCIIO)KHEHUH, HE CBSA3aHHBIX C

IMOpaAKCHNEM HCpBHOﬁ CHUCTEMBI.

CUMIITOMATHYECKAS TEPAIIUA

[Ipn pa3BuTHM TPOSIBIECHUM OCTEONOpPO3a ISl 3aMEIJICHUSI W MPEKPAIIEHUST TTOTEPH
KOCTHOM MacChl, MOBBIIIEHUS €€ MPOYHOCTH, NPEAOTBPALLCHUS MEPETIOMOB KOCTE, B
KOMILUIEKCHOW Tepanuu npuMeHsioT: anbdakaasiuaona (Kox ATX: A11CCO03), conu
kanbius (Kox ATX: A12AA).

B kauecTBe CHUMITOMATHMYECKOW TEpamuu CKEJIETHBIX oOciokHeHu bBbIT tuma 1

HA3HAYAIOTCS aHATIBIETUKH (BO BpeMsi KOCTHBIX KPH30B), aHTUOAKTEPHAIIbHAS TEPAITHSI.
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OIINBKU N HEOBOCHOBAHHBIE HASHAYEHUA

e [IpoBeneHne  CIICHOKTOMHHA  MPUBOJUT K  TSDKEIBIM — HEOOpATUMBIM
HOCJIEACTBUSM: Pa3BUTUIO LIUPpO3a MEUYEHH, AePopManul KOCTEH U CyCTaBOB,
(Gubpo3y JIerKux.

e [lpu nokazanHom auar"ose bl' HE HyKHBI OBTOPHBIE MYHKIIMA KOCTHOTO MO3Ta
U JIpyrM€ WHBa3UBHbIE JMATHOCTUYECKUE MEpOoNpustus (OUONCHUs MEYEeHH,
CEJIC3CHKN).

e KpaiiHe onacHO OnepaTUBHOE JIEUEHHWE KOCTHBIX KPH30B, KOTOpbIE OLIMOOYHO
paccMaTpUBAKOTCS KakK MpOsBICHUA ocreomuenura. llpu xupyprudeckux
BMEIIATEIbCTBAX  CYIIECTBYET  IIOBBIIMICHHBIA PUCK  KPOBOTEYEHUS U
MH(ULIPOBAHUS.

e [IpoTHBONOKa3aHO HA3HAYEHUE KOPTUKOCTEPOHUJOB C UEIbI KYIUPOBAHHUS
IUTONEHUYECKOr0 CUHIPOMA.

e He 000cHOBaHO Ha3HAuY€HHE IMpenapaToB keje3a OOJbHBIM C Pa3BEPHYTOU
kaptuHoit bI'(6e3 yrmyGnenHoro oOcnemoBanus g auddepeHnnanTsHOTo
JMarHo3a ¢ kene3o-AcUIMTHON aHeMHeW y JeTel), TaK KaK aHeMHS B ITHX

ClIydasdaXx HOCHUT XapaKTCp «aHCMHUH BOCITIAJICHU).

BEJEHUME MTAIIMEHTOB C BOJIE3HbBIO I'OHIE

OcyuiecTBisgeTCS B COOTBETCTBUH C PEKOMEHJAIMSMH 110 MUHUMAJIbHO HEOOXOIUMOMY
MOHUTOPUHTY COCTOSIHUS OosbHBIX npu BI' Tuma 1, pazpadotanabiMu OOBEIUHEHHOM
MEXIyHApOIHOM Tpymnmnoi mo u3ydenuto 6onesnu [ome (International Collaborative
Gaucher Group). Kontposs nmokasateineii KpoBH He0OX0AMMO MPOBOANTH 1 pa3 B 3 Mec,
pa3mepoB mapeHxumarosHeix oprano (Y3U, MPT) - 1 pa3 B 6 mec, a Takxke npu
M3MEHEHUU JO3UPOBKHU NpenapaTa Wiv NPy 3HAYUTENbHBIX KIMHUYECKUX OCIIOKHEHUSIX
(Tabm. 2). OnpeneneHre COCTOSTHUS KOCTHON TKaHH OCYIIECTBISIOT 1 pa3 B ron. Ocodyro

pOJb IpPU MPOBEACHUH MOHUTOPUHIAa B IPOLECCE MATOrE€HETHYECKOro JyedeHus bl
22



npuoOpeTaeT onpeaeseHue XUTOTPUO3U/1a3bl, KOTOpasi CHHTE3UpyeTCcss Makpodaramu u
ABIISIETCS. MAapKEPHBIM (DEPMEHTOM JIM30COMHBIX OoJie3Hed. Omnpenenenrne akTUBHOCTU
xuToTpuo3uaasel Ha pone ®3T mpoBoasT 1 pa3 B 4 mec.

[Marmentsl ¢ BI' HaOmiogatoTcss aMOynaTOpHO MO MECTy JKUTEIbCTBA BpadaMu
neauaTpamMu, remarosnoramMmu 1o jpoctwkeHus 18 ser. Bepenne ®3T mpoBoautes
PETYJIIPHO B YCIOBUAX KPYIJIOCYTOYHOTO MJIM AHEBHOIO cTanmoHapa | pa3 B 2 Hexenu.
Jlo nmocTwkeHus KIMHUKO-TA0OpAaTOPHON PEMUCCHUU Bce MarueHThl ¢ Bl JomkHBI
IPOXOJIUTh KOHTPOJIbHOE OO0CieloBaHue C 1elblo  Koppekiuuu no3b1 O3T B
KpPYTJIOCYTOYHOM WJIM JITHEBHOM CTallMOHape 2 pas3a B Iof; B JaJIbHEWIIEM 00CIe10BaHNE

npoBojutcs 1 pa3 B rof.

INPOI'HO3

IIporno3 bI" npu tunax 1 u 3 3aBUCHUT OT BBIPAXKEHHOCTH KJIMHUYECKHUX IPOSIBICHUM.
Ha3naueHne naToreHeTu4ecKor TEpAnuy Ha pAaHHUX CTaJAHUIX 3a00JI€BaHUS ONPEAEIISIET
OJIaroMpUATHBIN MTPOTHO3 U YIYUIIaeT KauyecTBO *KU3HU netei ¢ bI', mpenorBpaias nx
VHBAJIUAN3ALHIO.

[Ipu BI' Tune 2 mporHo3 KpaitHe HEOJAronpuUATHBIN (JIeTalbHBIA MCX04 Ha 1-2 roay
KHU3HH).

MEAUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE, IIPEHATAJIBHAS
u IPEUMIIVTAHTAIIMOHHASA TUATHOCTUKA

CembsiM ¢ OONBHBIMH  JETBbMH  PEKOMEHAYETCd  MEAUKO-TEHETHYECKOe
KOHCYJIbTUPOBAHUE C LIENBIO PAa3bsICHEHHUS] T€HETHYECKOro pucka. Kak m mpu apyrux
ayTOCOMHO-PEIECCUBHBIX 3ab0oneBanusax npu bl', mis kaxmoll GepeMeHHOCTH PHCK
poxkneHus peOeHka coctaBisieT 25%. B cembsix, rne ectb OOJbHON pPEOEHOK,
CYLIECTBYET BO3MOXXHOCTb IIPOBEICHMs IIPEHATAIBHOW M IPEUMILIAHTALIMOHHOU
IUarHocTuku. C 3TOHM LENbI0 T'€HETUK PEKOMEHIYET POJMTENSIM COOTBETCTBYIOLIHE
JTUArHOCTUYECKHUE TaOOPATOPUU U METUIIUHCKHE LIEHTPHI.

[IpenaTanbHas JWAarHOCTHKA IPOBOJMUTCS MOJIEKYJISIPHO-TEHETUYECKUMHU WM

OMOXMMHYECKUMHU MeToaaMu, rmyTeM uccienoBanus JIHK, BeiienenHoi n3 Ouonrara
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BOpCHMH XopuoHa Ha 9-11 Hemene OepeMEHHOCTH W/WIM  KJIETOK aMHHOTHYECKOMU

KUJKOCTH, TNIOAHOM KpoBU Ha 20-22 Henene 6epeMEeHHOCTH.

Puc 1.

JAunarnocruka 6oJie3uu ['omre

OCHOBHbIE KIMHUYEeCKue
CMMNTOMbDI U
NnabopatopHble NPU3HAKK

*ACTEHUYECKUNIT CUHAPOM
*3apepKKa pU3n4ecKoro u
NoN0BOro Pa3BUTUA
*[enatomeranua
*CnneHomeranua
*TpombouuToneHma
*AHemus

*MaTonorusa Kocten (Konbbl
dpneHmeiiepa Ha
peHTreHorpamme)

*bonu B KocTAX

Cneunduueckmne
nuccnepoBaHus,
noAareepaamoume
AWNarHos

J AktusHoCTM B-D-
rII0KO3UAa3bl

B /IefiKoLMTaxX KPoBM, NATHAX
BbICYLLUEHHOW KPOBM

T Xutotprosuaass! B nnasme
KpOBU (B AecATKM pas no
CPaBHEHUIO C HOPMOIA)

JononHutenbHble
nabopatopHble meToabl
obcnepoBaHus

OnpepeneHune
MyTauuii B reHe GBA

YacTbiX

MposepeHue NOJIHOTO
aHanu3a reHa GBA (ecau
Yyacmele  Mymayuu  He
8blseneHbl)
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Taoauna 2.

IpuHuunbLEI MOHUTOPUHTA (oJ1e3Hu ['otie

ITapametp, ucciaex0BaHus Ka:xnabie Kaxnabie IIpu
3 mec 12 mec U3MEHEHUH

A03bI UJIH
npenapara

I'emorsi00uH 4 v

TpoMOOUTHI v v

AJIT, ACT v v

Xurorpuosuaasa v v

Pasmep mneyeHH 1O [JaHHBIM v v

Y34 nwim MPT

Pa3mep ceJie3eHKM M0 JaHHBIM v v

Y34 nwim MPT

Pentrenorpagusi 0eapeHHBIX v v

KocTel

MPT GeapeHHbIX KOCTEH v v

OcTeogeHcuroMeTpus v v
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