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TPOMBOTUYECKASA MUKPOAHIMOMATUSA
NOCNE FTEHO3AMECTUTENIbHOW TEPAMUU
NMPEMNAPATOM OHACEMHOIEH ABEMAPBOBEK
Y BOJNIbHOIO CO CMUHANBbHOW MbILLEYHON
ATPODUEN

ApanumoBa H.C., Kypoga 10.A., Abgynnaesa J1.M.

HayuHble pykoBoAUTENU: AOKTOP MeA. Hayk,
npod. J1.M. Ky3eHkoBa, KaHA. MeAl. HayK
E.B. YBakuHa

HaunoHanbHbI MeOUUVHCKMIA UCCNeqoBaTeNbCKUNA LIEHTP
3nopoBbst geten MuHsgpasa Poccumn, Mockea, Poccus

KnroueBble cnoBa: demu; knuHuU4eckul criyqal;
criuHanbHas MbilueyHas ampoghusi; mpombomuyeckasi
MUuKpoaHauornamusi; duazHocmuka

AKTYaJbHOCTB. TpoMOOTHYECKAS MHUKPOAHTHOTIATHUS
(TMA) — penxoe, MOTEHIIHATIBHO OMACHOE ISl )KU3HHU COCTOSI-
HHE, ONMMCAaHHOE B TOM YHCJIE y IallHeHTOB CO CIHUHAJILHOM
MbieuHoi arpodueit (CMA) nocie nmpoBelieHUs TEHHON Te-
panuu oHaceMHoreHoM abemnapBoBekoM (OA). KimoueBbiMu
MexaHu3Mamu pas3Butus TMA mocie npumenenuss OA siBiis-
IOTCSI aKTUBAIMSI KOMIJIEMEHTA U dHJOTENHaNbHas TUC(HYHK-
U, THUIUUPOBaHHbIE BUPYCHBIM BeKTOpOoM AAV9. OcHOBHBIE
KJIMHHUKO-J1abopaTopHbie pu3Haku TMA: TpoMOOLIUTOTNICHHUS,
TeMOJIUTHYECKas! aHEMUSI, OCTPOE TIOBPESKACHUEM MTOYEK — OJIU-
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roypHsi ¢ MaKporeMaTypueit/anypuei, OTEUHBIA CHHIPOM, ap-
TepuaibHas TUIIEPTEH3Us, TEMOKOJIUT, MUOKApIUT, CYlOPOTH.
OpHa U3 NPUMEHIEMBIX CXEM JICUEHUSI — BBEACHHUE TapreTHOU
Tepamnuu 3KyIu3yMadoM.

Onucanne KIMHMYECKOro cayvas. Y peOéHka, 2 Mec, ¢ 1ua-
rHo30M CMA 1-ro Tuna Ha 4-e CyTKH [10cjIe IIPOBEICHUS Teparnuu
OA oTMe4anuch BIIOCTb, CIa00CTb, PBOTA, CHU)KEHHE TEMIIOB JH-
ype3a. [To JaHHBIM 1a00PaTOPHOTO 00CIEOBAHNS BBISBICHA TPOM-
6onmronenust 10 19 x 10°/n, Hanu4ne MU30IUTOB B Ma3Ke KPOBH,
noBbiienne akruBHoctu AJIT mo 184 EJl/n, ACT no 244 EJl/n,
JIAT no 1746 ENl/n, ypoBHS KpeaTHHHHA 10 45 MKMOJIB/J,
Mo4YeBHHBI — 10 14,1 MMounb/n. JledeHue: Mylbc-Tepanis Me-
TUIIPEIHU30JI0HOM U3 pacuéra 30 mr/kr Ha BBenenue N 5, sky-
nu3ymab 300 mr 0—7-21-i nuu u nanee kaxaeie 3 Hea. Ha do-
He NMPOBEAEHHOH Tepanuu y peGEHKa OTMEUeHa MOJIOKHUTEIbHAS
JUHAMUKA: HOPMaJHM3alysi TEMIIOB IWype3a, perpecc OTEYHOro
CHHJIpOMa, BOCCTAHOBJICHHUE JIAOOPATOPHBIX TOKa3aresien 0 pe-
(epeHcHbIX 3HaUeHUH. [0 JaHHBIM MOJNEKYIISIPHO-T€HETHYECKO-
ro oocnenoBaHus y peO&HKa BBISBICHA AYIUIHKAINS, BKITIOYAIO-
mast 9k30H 07 rena CFB (OMIM #138470) (chr6:?_31948373-
31948512 _?dup; NM_001710.6) B reTepo3UroTHOM COCTOSIHUH,
BanuaupoBaHHas meronom [P B peansHoM Bpemenu. Corac-
Ho 0a3e ganHbIX OMIM, myTanuu B rene CFB onucaHbl y Hanu-
€HTOB C IPeJIPACIIOIOKEHHOCTHIO K aTUITHYHOMY T'€MOJIUTHKO-
ypemudeckomy cuaapomy, Tam 4 (OMIM #612924), nacnemxyemoit
110 ayTOCOMHO-JJOMHHaHTHOMY THIy. B HacTosiiee Bpems peO&HOK
HaOJII0AaeTCsl HEBPOJIOTrOM U HE(GPOJIOTOM 10 MECTY JKHTEJILCTBA,
IPORODKEHBI NHDY3UH HKyIU3yMada Kaxasle 3 Heql.

3axJiouenue. JJaHHBII KITMHUYECKHUH CTyyaii ONMCHIBACT pa3-
BUTHE peAKoro ocioxHeHust — TMA nocie renHoi Tepanuu OA
y nanueHToB co CMA, neMoHCTpUpyeT HeoOX0IMMOCTh KIMHU-
K0-1a00paTOPHOTrO0 MOHUTOPHHTA U 3HAYMMOCTh PaHHEH MHUIIHA-
LIUH JICYEHUS HEXKEJIATEIbHbIX ABICHUM.

k ok ok



