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BBEOEHUE. Cuvnapom DIDMOAD — cuHgpom, Kak npaBuIio, C ayToOCOMHO-peLleCcCUBHbIM, peXXe C ayTOCOMHO-AOMUHAHTHbLIM |, MATEPUAINBbI U METO,U,bL npeﬂ,CTaBneHHble nauueHTbl C

TUNOM HacnenoBaHUA, XapakTepusyHrLwnMnca accoummpoBaHHbIMM KOMNOHEHTaMU: HecaxapHbiu anadeT (Diabetes Insipidus),
caxapHbiit guaber (Diabetes Mellitus), aTpodus 3puTenbHLIX HepBOB (Atrophy), TyroyxocTs (Deafness), koTopsie u o6pasyet| :| CUHAPOMOM DIDMOAD Habnoganucb B oTAeNneHuu

akpoHumMm. CuHapom DIDMOAD aBnsaeTca 3aboneBaHueM, CBA3aHHbIM C AUC(YHKLMEN IHAOONIa3MaTUYeCKOro peTukynyma 3HOOKPUHOIOrnMn 'BY PD‘ «D,PKE UM. H.M.KypaeBa».
(9P), BcneacTeue mytaumn renoB WFS1 n WFS2 (CISD2). 3Tu reHbl koaupyeT TpaHCMeM6paHHbIN 6enku, Nokann3oBaHHbIe B -.

IP, 4yTO No3BonNsAeT NPeaAnoNoXnNTb, YTO ANCKhHYHKUMA IP ABNsAeTCcA OCHOBHbLIM NaTOreHHbIM KOMMNOHEHTOM CMHAPOMaA
DIDMOAD. YactoTa BcTpeyaemocTtun cuHgpoma DIDMOAD coctaBnsiet npumepHo 1: 500000. KnuHunyeckaa KapTuHa
cuHgpoma DIDMOAD moxeT O6biTb pa3sHOOOpa3HOU, KaK CO BCeMU KOMMOHEHTaMU, Tak U He NOJTHOM.
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PE3YJIbTATbI. Knunnyeckun cny4vyaum 1. bonbHasa A.l'., 1998rp, oT 4 6epemeHHOCTH, 4 ponoB. Macca npu poxaeHuu 4100. Ctapwaga cectpa cTtpagana C[l, atpocduen
3puUTenbHbIX HEPBOB, HecaxapHbIM AnabeTom — ymepna B Bo3pacTte 20 net. B Bo3pacTte 6 neTt y naumeHTKn maHndectauma nHcynmHsasucumoro CJI1 c norepeun macchl
Tena v runeprnmkemmen. HasHavyeHa 6asuc-oontocHasa nHcynumHotepanusa (UT). TeyeHne CLl HectabunbHoe. B Bo3pacTe 8 net BbisiBneHa A3H. C 9 net cHnxeHue cnyxa,
obycnoBneHHoe HenpoceHcopHou Tyroyxoctbio (HCT). Ha ocHoBaHuu Tpuaabl 3adboneBaHnu sanogo3peH cuHgpom DIDMOAD. B 10 net BbisiBneH LUHA. O6cneaoBaHue
BbIABUIO rmapoHedpo3 obenx novyek, rMnoOTOHUYHbLIN, rmneppedrieKTOpHbLIN MOYEBOU NYy3biPpb, BTOPUYHbLIN nuenoHedput. B 2008 roay npu monekynsapHo-
reHeTnyeckom oocneaosaHuum (MI'O) BbisiBneHa aeneuunsa c¢.1384dell0del.pE462fs12stop B roMO3UroTHOM COCTOAHUM B 8 3K30He reHa WFS1.

KnuHnyeckumn cnyvyam 2. bonbHaa U.Am., 2011rp., oT 1 6epemMeHHOCTU OT 6NIM3KOpPOACTBEHHOro 6paka (poautenu asoropoaHblie cubcol). C 8 net maHndecrTauun
nHcynuHlasucumoro C1. C momeHTa maHudectauum Haxoamtcsa Ha 6asuc-oonrocHou UT. TevyeHne C1 HectabunbHoOe C BbipaXeHHbIMU KonebaHnamu rnmkemun. B
Bo3pacTe 8n 8 mec BbissBneHa HCT. B Bo3pacTe 11 net BbiaBneHa A3H. Habnwpatotca annsoabl aHKkonpe3sa. Npu MITO onpepneneHa mytauuna B reHe WFS1 B
roMO3UroTHOM BapuaHTe c.1522 1523 del: p.Y508fs. KnnHnyeckoe TeyeHue nporteKkaeT B BuAe HenonHoro BapuaHta cuHapoma DIDMOAD B otcytctBuu LIHL B Bo3pacTe
12 ner.

KnuHnyeckuun cnyyam 3. bonbHaa U.An.,2012rp., ot 2-n 6epemMeHHOCTHU, ONM3KkopoacTBeHHOro opaka, cecrtpa 6onbsHon U.Am.. B 2,5 roaa ctanu oTtMmeyvyaTbCA

reHepanuioBaHHble cygoporu. C 3 net BbisiBneH LWHAO. B 7 neT BbiasBneH C1. KomneHcauua Cl Tonbko 6a3anbHbIM MHCYyNMHOM. ConyTtcTByrowasa natonorus: BI1C,
nUenosaKTa3unu, ractpoasodaranbHbIiu pedgntoke, anunencud. lNpu MIFO BbiIsiBneHa mytauua B reHe WFS1 B romo3nrotHom BapuaHTe €.1522 1523 del: p.Y508fs,
noeHTUu4YHaa HaungeHHou y cectpbl. TeyeHune cuHapoma DIDMOAD npoTtekaeT B otcytctBuu HCT.

SAKINNIOYEHUE. AHanun3snpysa AaHHble KNMHUYeCKUue criydyam, MOXHO npegnonaratb pa3fimyHble BapuaHTbl Te4EHUA CUHAPOMA Rocrposa Mpuna boprcosHa -
Tenedon: +79034248968

i DIDMOAD, 3aBucsiLuMe oT HacnegyembiX BapvmaHToB myTauumn B reHe WFS1, oTnnyarowmecsa mexany coooun Kak TAXXeCTbIo Te4YeHuUs,
ARy TaK U COCTAaBOM naTtonornyeckux coctossHuun. lNo konnvyecrtsy coctaBnarwmx cuHgpom DIDMOAD mMmoxeT ObITb MOSTHbIM UMW
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;‘_» HenonHbIM. Ha AaHHbLIU MOMEHT YyXe N3BecTHo, YTo cuHapomMm DIDMOAD MoXeT UMeTb KaKk ayTOCOMHO-peLeCCUBHbIU, TaK W
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ayTOCOMHO-AOMMWHAHTHbIN TUN HacnegoBaHUs, KOTOPbIA BCTpeYaeTCcs 3HAUYUTENLHO pexe.

Email: ira-kostrova@mail.ru




