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KoHdepeHUUA No opdaHHbIM U AETCKUM L L
SHOOKPWHHBLIM 3aboneBaHUAM B

JHAOKpPUHHAaA opdaHeTUKA:
AOCTUXXEHUSA U NepcneKTUBbI

L
nyeckoe onucaHue cniy4yaeB CA B npaktuke pab6otbl JOC[. Bcero Habnroganu 5
deHoTUNNYeckn 6nmn3kux cnyvyaeB CA. OnucaHume gByX U3 HUX NpUBOAMM B AAaHHOU Nyonukauun. Npmn monekynapHo-

4ype3BblYaHOW BapmnabesribHOCTbIO KITMHNYECKUX NPOABIIeHNN, OTHOCUTCSH K peAKUM MOHOreHHbIM

unnuonatusm. BnepBbie onucaH B 1939 r. Kapnom-I'eHpn Anbctpemom (LBeuus): OCHOBHbIMY reHeTM4YeCKOM UccregoBaHue 6biny BbiIOpaHbl 6 HaMbonee YacTo BCTPEYaKLWMNXCS B €BPONENCKUX NONYNsiLUAX
cuMmnToMamMun ABNANINCb BpoXAeHHasA AereHepauus cet4yaTkuy, Beayllas K crienore, oxxmpeHume C myTaumm reHa ALMS1 u3 15 nasectHbix Ha To Bpemsa: 2141delCT, 6751delTCAC, 7192insA, C10483T, 10775delC,
AEeTCTBa, MHCYNIMHHEe3aBUCUMbIN caxapHbiM AnabeT. 3aboneBaemoctb CA - 1 Ha 1mnH. PasButune G10992A. 910 nepBOe MOoNeKynsapHo-reHeTu4eckoe uccnegosaHue CA B Hawleu cTpaHe, noaTBepAnBLUEe CBA3b
CUHApPOMA BbI3BaHO FOMO3UIrOoTHLIMU UM KOMMNayHA-reTepo3nuroTHbIMuU BapmaHtamm reHa ALMS1. Knaccuuyeckoro doeHoTMNa ¢ HannyMem MyTaumm B reHe ALMS1.

'eH koaupyet 6enok ALMS1, nokanusywwmncsa B LEHTPOCOMaX U OCHOBaHUU PeCHUYEK, OAHaKO
ero pyHKLUMSA Noka Hen3ecTHa.

6 Mec - [ OpU3oHTaNbHLIK HUCTArM 6 MecC. - UHTEHCUBHOE HapacTaHMe Macchbl Tena

/ MecC - 3aeprKKa NCMXOMOTOPHOIo pa3BUTUSA 8 MecC. — HUcCTarm, cBeTob0A3Hb

11 mec - CHUXKeHUE OCTPOThbI 3PEHUS 6 NeT — TyroyxocTtb 1 cTeneHu

1 ron - Oxupennve / NeT AMarHocTMpoBaH CHAPOM AnbCTpema [1o nnTepaTypHbIM JaHHbIM, MPOrHO3 AN XN3HK HebnaronpuATHbIW. [1pwy

3 ropa - Konboukosas AMCHYHKLS, AMCTPOUS CeTHaTKY 10 net - VHC/I KapauoMuonaTum, KoTopasi MoOXeT MaHudecTpoBaTh B NMOOOM BO3pacTe,

8 net - TyroyxocTtb Il cT mytauma 2741delCT (Ha MmomeHmM uccriedoeaHusi

12neT - HapyweHHaa TonepaHTHOCTL K IMHOKO3e (2007) BTOpPYIO MyTauuo naeHTUhUuMpoBaTb He yaanochb) BO3SMOXHO OCTPO€E pasButhe C JietalibHbIM NCXO40M.

14 net - UHCA, B 6onblWKnHCTBE nUccrnegoBaHUnM OTCYTCTBYET ANMUTENbHOE KaTaMHECTUYeCcKoe

reTepo3vroTHbIN HocuTenb MyTauum 2141delCT HabntogeHue. o MMeBLUMMCA Y HAc AaHHbIM, OOMH U3 S NAUNEHTOB B

Bo3pacTe 17 net Obi HangeH goma ¢ Npu3HakamMy Hapy>XXHOro KpoBoTeYeHUs,
MOXHO npegnonaraTb, BCreacTe/e BapuUKO3HOIo pacluMpeHna BeH nuuieBsoia
(BCKpbITUA HE NpoBoAunock). ['laTtoreHeTn4yeckaa Tepanna oTcyTcTByeT. B
3agadvy Bpada BXOoAUT OKazaHne BO3MOXXHOM NMOMOLLM B OTHOLLUEHUM
YMEHbLLUEHUA KIMMHUYECKMX NPOABNEHUN, COCTaBNAOLWMX CUHOPOMA.
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KOHTAKTDI.

B nocnegHue rogbl Bce 6onblle NaLueHToB ONucbiBaeTca ¢ HeTunnyHbiMu npossrneHnamm CA. C pasButmem gOoCTYNMHOCTU MOMNEKYNSAPHO-rTeHeTU4ecKon BepndumkaLmm g’rfsr%p?:g:rgﬁ'a” .

:,i_-,-"- OvarHosa, oyaoert anarHoctupoBaTtbCcs Bce OonbLUe cnyyYyaeB ¢ HanmumeM otaenbHbix coctaBnsawwmx CA. B Hactodawme Bpema Mol yxke Hadbntoganu cnydam CA ¢ U3CL, 6e3 | | +79164823542
A rmnepuHCcynnHmM3amMa, MmaHndpectnpoBsaBLLMK B Bo3pacTe 1 roga 2 mecaues, MHTepnpeTauua KOTOPOro rnoka 3aTpygHuTerbHa.
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