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ATUNMUYHbIA FTEMONTUTUKO-YPEMUYECKUIA
CUHOPOM Y PEBEHKA

3otoga I.B.
HayuHbi pykoBoguTtens: goueHT J1.P. UmaeBa

Bawkupckuin rocyaapcTBeHHbIN MEANLMHCKUA YHUBEPCUTET
MwuHagpasa Poccuu, Ydpa, Pocecus

KnroueBble cnoBa: demu; amurnuyHbil 2eMOorumuKo-
ypemuyeckuli cuHOpoM; duazHOCmMUKa

AKTYaJbHOCTb. ATHIINYHBINA TeMOJIUTUKO-YPEMUYECKUN CHH-
apoM (al'YC) — xpoHuuecKoe CUCTEMHOE 3a00IeBaHUE IPEUMy-
IIECTBEHHO F€HETHYECKOH MPUPOJIbI, B OCHOBE KOTOPOTO JIEKHUT
HEKOHTPOJIMpyeMasi aKTHBAaIUsl aIbTepPHATUBHOIO IIyTH KOMILIE-
MEHTa, BeAyllas K TeHepaIn30BaHHOMY TPOoMOO0OOpa30BaHHIO
B COCYZaX MUKPOLIUPKYISITOpHOTO pycia. al'YC oTHOCUTCS K TsI-
KETBIM COCTOSIHUSIM C BBICOKOH JIETaJIbHOCTBIO M PEATIbHBIM PH-
CKOM pa3BUTHUS TEPMHUHAILHOIN CTaJM XPOHUYECKOH O0JIE3HH T10-
yek (XBII).

Onucanue KJIMHUYECKOro ciayuas. JeBouka, 3 roga, Ha
(done sBnenuit OP3 pa3Buics OoTEUHBIA CHHIPOM, MaKporemMa-
TYpHs, OJIMTOAHYPUs, HKTEPHYHOCTh KOXKH M CIU3UCTHIX. Xa-
pakTep cTyla He u3MeHsUICs. JIabopaTOpHO BELISBICHBI: aHe-
must Tsokénoit crenenn (Hb 70 r/n, spurpouurer 1,9 x 10'2),
TpomGonuronerus 90 x 10%/11, OBBIICHHE AKTUBHOCTH JIAKTAT-
neruaporenassl 10 1905 EJI/7, Beicokas COD no 43 MM/, rure-
paszoremust (MoueBrHa 18,36 MMOIIB/I1, KpeaTuHuH 144 MKMOJIB/),
runepouupyounemus (36,7 MMOJIB/T) 3a CUET HETIPSIMOH (pak-
un. Yepes 1 rox 5 Mec Ha QoHE OCTPOil KUIIEUHON MHEKIMN
y peO&HKa BBISIBJICH NEPBbI peuauB 3a00JeBaHUs: pBOTa, Ma-
Kporemarypus, nporeunypust (1o 0,66 I/11 B CyTKH), aHEMUSI TKE-
ot creriern (Hb 63 r/11), pomGonmronenust 60 x 10°/1, BeICOKast
COD no 45 mm/4, runepazoremust (MoueBuHa 14,4 MMOJIB/JI,
kpearunuH 130 MkMoIw/n), runepOmwnpyounemus (115,2 Mmmois/m).
Iura-tokcun B kKaje He oOHapyxkeH. C3-KOMIOHEHT
komruieMenTa — 122 mr/mi, C4 — 21 mr/an. CkopocTh KiyOouKo-
BO# hrtkrparuu 1o 1lBapiry 72,83 mu/mun/1,73 Mm%, KaHAJIBIEBBIX
HapyILeHU HeT, sxorpaduueckre npu3HaKy 0OeTHEHNS! KPOBOTOKA
B KOPTHKAJIEHOM citoe 00enx novek. Yepes 6 mec mocie 1-ro penu-
JBa — BTopoii peruuB Ha pone OP3. AktuBHOCT ADAMTS-13
B HOpMe. B neGrote u npu penuauBax 3a00sieBaHuUs IPOBONIIAC
aHTHOAKTEepUaJIbHAsL TepaITus, OCYILECTBISUIUCH TPAHC(Y3UH CBE-
KE3aMOPOXKEHHOI II1a3Mbl, 3pUTpoluTapHoi Macchl. CeMeHHbIH
XapakTep NaToJIOTUH MOATBep KaaeTcs ycranosieHHbIM [ YC y ot-
1a pebénka (2 amm3ona B geTckoMm Bo3pacte — 6 u 11 mer). Me-
TOJIOM CEKBEHHPOBAHHS HOBOTO MOKOJICHUS Ha 6a3e miaTdopMel
Roche 454 ¢ ucnonp30BaHUEM TEXHOJIOTUHU TapreTHOTo oborariie-
Hus NimbleGen (manens 141014 _HG19) y peGénka Obutu ucciie-
nosausl rensl CFH, CFI, CFB, MCP v THBD.

IpakTHyeckas 3HAYMMOCTb. Y YUTHIBAsi COOTBETCTBHE KITH-
HUYECKOW KapTHHBI TPOMOOTHIECKOH MUKPOAHTHOIIATHH, OTCYT-
CTBHE JaHHBIX B MOJIb3y TPOMOOTHYECKOH TPOMOOLIMTOIIEHUYECKOH
nypnyps! (HopmansHblii ADAMTS-13), oTcyTCTBHE THapeitHOTO
poapoMa, OTpuLaresbHblil TecT Ha llIura-rokcuH, Hanuyue pe-
LIUIMBUPYIOLIETO XapakTepa 3a00JeBaHusl, OTATOMEHHOTO CeMeH-
HOTO aHaMHe3a M03BOJIMIN JuarHoctiposats al Y .

B Hacrosiiee BpeMst JOCTUTHYTA CTOHKast FeMaToIOrHIecKast
pemuccust 3a00JeBaHKS C OJTHBIM BOCCTaHOBICHUEM (yHKIHUH 110~
yek. B Teuenue 15 net He OTMEUEHO HU OIHOTO PELIUINBa OOJIE3HU.
IMonHoe BoccTaHOBNEHUE (PYHKIIMI TOUEK TTOCTIE KaXI0T0 MU30/a
Oosie3Hu MoXxeT 00bsicHAThCs HammureM myTtauun MCP (CD 46).



