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26-27T maprta 2024

OKMI/IHFIH .o, ﬂaTblmeB O.10.,! KuceneBa E.B." POMaMKMHa O.C.,! bykuH C.C.%, Konomuna WU.I'’, CamcoHoBa J1.H.!
1CDI'EOY N0 PMAHIMO MuH3sgpaBa Poccuu, MOCKBa
’I'bBY3 «AINKb um. 3.A. bawnsieson O3M»

KoHdepeHUUA No opdaHHbIM U AETCKUM
JALOKPDWUHRDBIM 3aboneBaHWAM

JHAOKpPUHHAaA opdaHeTUKA:
NOCTUXXEHUS U NepcneKTUBbI
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X-cuenneHHan agpeHonenkoamncrpodpua: paHHAA maHndpecTaumn Hap,noqeql-lm(osoﬁ HeA0CTaTOYHOCTU, ONUCaHNE KIMHUYECKOro cayyas.

BBeaeHue.
X-cuenneHHan agpeHoneunkoancrtpodpusa (X-ALD;OMIM:300100)—pepnkoe HacrneacTBeHHoe 3aboneBaHne, OTHOCUTCH K rpyrnne nepoKCUCOMHbIX 6orne3Heun ¢ X-cuensieHHbIM peLeCcCUBHbIM TUMOM

HacrneaoBaHUA, BpoXxXaeHHbIM aedektom reHa (ABCD1), npoayuupyrowero 6enok agpeHoneukoauctpodum (ALDP). PacnpoctpaHeHHocTb X-ALD 1 Ha 17000 xxuBopoXxXAaeHHbIX Manb4yukoB. deduunT
ALDP npuBoaut K aedpeKTHOMY nepokcucomanbHOMY [3-OKUCIEHUIO OYeHb ANMUHHoLUEenoYHbIX XUPHbIX Kucnot (OAUXKK), HakonneHne KOoTopbiX B HEPBHOU cucteme (benom BewwecTBe rosioBHOro/CIMHHOro
Mo3ra), B Kope Hagno4e4YHUKOB NPUBOAUT K AereHepupyrowmnm npoueccam, YTo OOyCnoBIIMBaeT XapaKkTepHble KIIMHU4YeCKue NposiBrieHUs, cpeau KOTOPbIX AOMUHUPYIOT NEePBUYHBLIN TMMOKOPTULN3M U
HeBpOJform4yeckme HapyLleHus.

LS 0 B UNT

KnuHnyeckuun cnyvau.
[MauueHT ., 3,8 roaa, noctynun B MHPEKUMOHHOE OoTAesieHue C XXanobdbamu Ha 6051 B XXMBOTe, MHOIFOKpPaTHYH0 PBOTY, NOBbILLeHWe TemMmnepaTtypbl Ao 37.8 C, XKnakvu ctyn, BANOCTb, CNabdboCcTb, NOoTepto

MaccChbl Tena Ha 3 Kr 3a mecsily. B aHaMmHe3e B Te4yeHue nocrieaHero roga MHOorokpaTtHblie rocnutanusaumm ¢ nogooHbIMU XKanobamum B UHPEKUMOHHOEe oTaerieHune.

Mpu ocmoTpe: poct 105 cm (+1,2 sd), macca Tena 15,5 kr, UMT = 14,1 kr/im2 (-1,57sd), Al 88/40 mm.pT.cT., HCC 94 ya B MUH, rmnepnurMmeHTaLusa MOLUOHKWU, NOKTEU, panaHr nanbueB, KOJNIeHEU, KOXXHbIX
cknagok. o paHHbIM nabopaTopHoro oocnenoBaHusA: rnOKo3a nnasmbl 2,4 MMonb/n, HaTtpuun — 127 mmonb/n (135-154 mmonb/n ), kanun — 4,5 mmonsb/n (3,8-5,5 mmonb/n), B MoYe — KETOHbI 4+.
[opMoHanbHoe obcnepnoBaHue: koptuson — 120 Hmonb/n, AKTI - 5834(<46 nr/mn), API1- 30,8 (1-6,5 Hr/mn/4yac). Pe3ynbTaTbl npoBeAeHHOro oocrieaoBaHmnsa No3BOSIUIU ANAarHOCTUPOBAaTb NEePBUYHYIO
XPOHUYECKYH0 Hapno4vye4yHukoByro HepaoctaTto4vHocTb ([MTXHH), yTo noTpeboBano nHuunaumm 3amecTUTesibHOM ropMoOHaribHOU Tepanuu rMIOKOKOPTUKOUOAHBLIMU U MUHEPANTOKOPTUKOUAOHbLIMW
npenapatamu. Ha tepanuun: rmapokoptnsoH 11,7mr/cyt (16,5mr/m?), conyapokoptnsoH 0,1 Mr/cyTKu xXanoobbl U KINIMHN4YECKNne CUMNTOMbI HAANMNOYE4YHUKOBOMN HEAOCTaTOYHOCTU KynupoBanucb, ALl 105/60
MM.pPT.CT, JladbopaTopHble noka3aTtenu: HaTtpuun -140 mmonb/n, kanuun 4,1 mmonsb/n, API1 5,1 Hr/imn/yac.

[MapannenbHO NnpoBOoAUNIOCL O0OCnenoBaHue, HarnpaBrieHHOE Ha YTOYHeHUe NpuYuHbl 3aboneBaHus. bazanbHaa KoHueHTpauua 17-OHP B cbiBOpPOTKe KpOBU A0 CTapTa 3aMecTUTeNibHOU ropMoOHaNIbHOWU
Tepanuu 0,14 (0,1-8,64) HMONb/N © pe3ynbTaT aHanu3a aHTUTeN K cTepouanpoayuupyrolmm Knetkam HagnodeyHuka <1:10 no3Bonunum UCKNOYUTb COOTBETCTBEHHO BPOXAEHHYHO runepnnia3svio Kopbl
Haano4Ye4YHUKOB (HeAOCTAaTOYHOCTb 21-rmapoKcunasbl) U ayTOMMMYHHbIU aapeHanuT Kak npnyuHbl NXHH. MNoBbiweHne kKoHUueHTpaumn OALLKK B cbiIBOpOTKe KPpOBM NO3BOSIUIIN 3anoA03pUThb, a
MOJeKYNApPHO-reHeTUYEeCKUN aHanm3 noaTBepauTb agpeHoneunkoanctpoduto, kak npuunHy NXHH y pebeHka .

[lo AaHHbLIM MONEKYNAPHO-reHeTU4YeCKOoro oocnenoBaHus BbiiBfieHa natosiormyeckas HykneotugHasa nocnepoBsaTtenbHocTb B reHe ABCD1: B nepBom 3k3oHe reHa ABCD1 nameHeHune HyKneotTuaHowu .
nocnepoBatenbHoct NM _000033.3: ¢.347G>T (p.Gly116Val) B remuanrotHom coctosiHuu. [laHHaa 3aMeHa sAiBNnsAeTcHA NaToreHHou. Y matepu npob6aHga obHapy)XeHa ceMenHasa MyTauus B reTepo3urotTHom |
COCTOSHUM.
Mpu npoBepgeHun MPT ronoBHOro mo3sra gaHHbIX 3a HanNnU4Yne NaTonorM4ecKnx nameHeHuUn o4yarosoro v andpdpysHoro xapakrepa He BbISIBJIE€HO. . r_;_."
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OKMUHSAH [T0oap PennKCcoBHa, AOLIEHT
Kadhenpbl AEeTCKOU IHOOKPUHONOIrMKU
PIreoy ANno PMAHMO Munu3apaBa
Poccum

Ten. +7 (916) 164-09-66

E-mail: okminyangoar@yandex.ru

388 B onMcaHHOM KNUHU4YeCKOM criyyae NpoAeMOHCTPMpoOBaH anroputM AnarHocTUKM Haano4e4YHMKOBOW HeAOCTaTOYHOCTU Y Manb4uMKa paHHero Bo3pacrTa.
a.;.. X-cuenneHHan agpeHonenkoancTpodpusa obina 3anogo3peHa Ha OCHOBaAHUM KNUHNYECKUX npossreHnu, noebilweHnsa OALUXKK n noaTrBepxaeHa MONEKYNAPHO-

#+ rTeHeTU4YeCKUM nccrnegoBaHueMm, YTo ANKTYeT HeobxoanmocThb BKknyvatb X-ALD B andcpepeHumnanbHO-AMarHoOCTUYECKUM anropuTMm NaunMeHToB C paHHen MaHucecTaumen
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HaAno4Ye4YHMKOBOU HEA4OCTaTOYHOCTW




