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femoduamna TMna A y 1L, *)KeHCKoro nona (KAMHUYeCcKknin cayyan)

BeegeHue: lemodpumnma — 3To cLenNeHHOEe C X-XPOMOCOMOM BPOXKAEHHOE HapyLleHNe
naasMeHHOro remocTasa, BO3HMKatoLLee B pe3ysibTaTe gepuumta Uam oTcyTcTema Gpaktopa
csepTbiBaHuA Kposu VIII (FVIII) - remodunnsa A unn daktopa ceeptbiBaHus Kposu IX (FIX) -
remodpunms B.

Femodunns nepenaetca no X-cuensieHHOMY peLeccCMBHOMY MYTU HacieAoBaHUA. NpumepHO
y 70% 60NbHbIX UMEETCS NOJIOKUTENbHbIN CEMENHbIA aHaMHe3 Mo 3abosieBaHuto. MpuynHon
remodUINKU ABNAIOTCA MyTaLuUKM reHa, Koampytowme FVIII (Xq28), nnv reHa, kogmnpyrouwero FIX
(Xg27).

Mopasnarowee 601bWKNHCTBO 60AbHbIX FeMopUInein — My*KUMHbI. U3BECTHbI e ANHNYHbIE
cny4am reModUINN Y HKEHLLMH NPU HacNea0BaHUKN reHa 04HOBPEMEHHO OT oTua (60bHOM
remopuanen) n ot matepu (HocuTenb reHa). Y HEKOTOPbIX KEHLLWH, BAAOLLINXCA
HocUTeNbHUUAMM MyTauuii reHoB FVII nnu FIX, Takke MoryT 6biTb KTMHUYECKME NPOoABAEHMUA
remopuanu.

AKTyanbHoOCTb: B Poccum onuncaH peakunii KIMHUYECKUIN ciydam remoouanm A 'y eBOoYKN.
HacnepctBeHHOCTb MALMEHTKM oTAroLLeHa — oTel, 601eH remodunmen A TaXKenom cteneHu.
MaHudecTtauns 3aboneBaHma y A4eBOYKM NpounsoLwna B 2 roga 11 mecaues B BUAE ABaXKAbl
BO3HMKLLMX B pe3ynbTaTe NPUKYCbIBAHUA ANTENbHbIX KPOBOTEYEHUI U3 CANNCTOM A3biKa. Mpwu
M3y4yeHUN aHamMHe3a YCTaHOBJ/IEHO, YTO C HA4Ya/1I0M CaMOCTOATE/IbHOM X0Abbbl OTMEYaNnCh
YacTble CMHAKN. PebeHOoK 6bia rocnmMTaIn3npoBaH B remMaToN0rMyeckoe otTaeneHme ans
obcnepoBaHus. MNpu 06cnego0BaHMM OTMEYANOCh NOBbIWEHNE aKTUBMPOBAHHOIO YacTUYHOIO
TPOoMBONNACTUHOBOIO BpeMeHU — 78 CeKyHA, akTUBHOCTb ¢pakTopa VIII KpoBU — aKTUBHOCTb
3.64%. MNpoBeaeHO MONEKYNAPHO-TeHeTUYecKkoe obcneaoBaHme 60N1bHON AEBOYKM —
BbliBNIeHa MyTaumA Inv22 reHa F8 n HecbanaHcMpoBaHHaA NaoHU3auna ¢ npeobnagaHnem
K/IOHa K/IETOK C aKTUBHOM XPOMOCOMOM X, HecyLLLe MHBEPCUIO. B neyeHnn nosiyyana
3amecTuTeNbHYyo Tepanuto - daktop VIl kposu. Mpu BoinucKe akTUBHOCTL VIII Kposn —159%. B
HacToALLee Bpema AeBOYKa NojsyyaeT 3aMecTUTeNbHYIO Tepanuio KoHueHTpaTtom VIl Kposu.

KnuHuuecknii cnyuaid.

AHamHe3 XU13Hu: [leBoyKa OT 3-ii 6epeMeHHOCTH, NpoTeKaBLel HOPMabHO, OT 3-X CPOYHbIX

poaos nytem onepaumnn KC, sec npu poxxgeHum 3200r, annHa tena 56 cm. PaHHee passutme
6e3 ocobeHHoOCTEN.

CemeliHblit aHamHe3: CeMelHbIM aHaMHe3 oTAroleH no remoouanmn A — 6oseH poaHon 6pat
OEBOYKM, A4AAA M NpageayLllKa No MaTePUHCKOM INHUN.

AHamHes3 3a6oneBaHuA: C 3-x N1ET pOAUTENN OTMEYAJIU IEFKO BO3HMKAIOLLLME IKXMMO3bl Ha KOMKHbIX
NoKpoBax pebeHKa, MesIKMe reMaToMbl MPU TPABMAX, NEPUOANYECKN HOCOBbIE KPOBOTEYEHMUA.
B BO3pacTe NATU NeT poANTENU AEBOYKM 0OPATUAUCE K FEMATONOTY C BbILLEONUCAHHBIMU Kanobamu.
O6bEKTMBHO: MPU OCMOTPE KOXKHbIX MOKPOBOB OTMEYA/INCh EANHNYHbIE SKXMMO3bl Ha HUMKHUX
KOHe4yHocTAx. Mpu 0bcnenoBaHmm: 06K aHANN3 KPOBM — BO3PACTHasA HOPMA, B Koaryaorpamme
NOBbILLIEHO AKTUBMPOBAHHOE YacTUYHOE TpoMmbonnacTMHoBOeE BpemMa — 37.5 cekyHA, AUTENbHOCTb
KposoTeyeHuA no [lyke — 3 mnHyTbl 30 CEKYHA, BpemA CBEPTbIBAEMOCTU KPOBU — 6 MUHYT. bblno
BbINO/HEHO UccNeaoBaHMNe akTuBHocTU ¢pakTopa VIl KpoBu — akTMBHOCTL 30% (HMKe HopMbl 50-
150%).

BbicTaBneH OCHOBHOM AnarHos: Ffemodunma A nerkon cteneHu.

Ha3HaueHo neuyeHue: 3amectTuTelbHAA Tepanma HasHa4vaeTcsa No GaKTy BO3SHUMKHOBEHMSA
KpoBoTeueHusa — ¢aktop VIII Kposn 1000 ME.

3aknoueHue: Victopmyeckn remoouana cumTanacb UCKAOYUTENbHO MYXKCKMM 3aboneBaHmem KU3-3a
X-cuenneHHoro peLeccMBHOro TMNa Hacnef,0BaHMA. Tenepb ACHO, YTO 3TO NpeACcTaBAeHMEe YPE3MEPHO
YNPOLLEHO, MOCKO/bKY Y KEHLWMH-HOCUTENbHULL TAKXKE MOXKET Hab104aTbCA CHUKEHNE YPOBHA
daKTopa cBEpPTbIBAHUA KPOBU U, B HEKOTOPbIX C/TyYasX, KNMHUYECKU NPOoABAATLCA remoduana
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