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I'emodunus A — 3710 peakoe X-CLEIIICHHOE BPOXKICHHOE HAPYIICHUE CBEPTHIBAEMOCTH KPOBHU, 00YCIIOB-
nenHoe aepunutoM akropa ceepreiBanus kposu VIII (FVIIL). IIpumepHo y 70% manueHTOB HUMEETCs TOIOXKHU-
TEeNBHBIA CeMEHHBII aHaMHE3 TI0 3a00JIeBaHUIO U IPHYHNHON SBJISAIOTCS pa3IndHble HapymeHus B rerne F§, xomupy-
rourit FVIIL. Ognako, okono 30% manueHToB ¢ remorineii A He IMEIOT ceMeTHOT0 aHaMHe3a 3a00JIeBaHuUs, UTO
00yCJIOBIIEHO BOSHUKHOBEHHNEM CIIOHTAHHBIX WU de novo reHeTndeckux Hapymenuid. Knaccudukarms remodu-



JIMM A TIO CTEeNeHH TSDKECTH OCHOBaHa Ha ocrarouHoi aktuBHocTH FVIIL: Tsokenast popma ycranasimBaercst mpu
aktuBHocTH FVIII <1%, cpennerskenas — 1-5%, nerkas — 5-40%. OcHOBHOE MposiBIIeHNHE TeMOBIIHHA A — KPOBO-
TEYECHUS] U KPOBOU3IIUSIHUS, BOSHUKAOLINE CIIOHTAHHO WJIM BCICICTBUE TPaBMbI. T€HACHINS K KPOBOTOYHBOCTH
MOXXET OOHapYKMBAaThCS YK€ B PaHHEM HEOHATAJIbHOM IepHoje: KedamoreMaroMa, KpOBOU3IHSHHUS B 00IacTH
SITOJTUIT TIPY TA30BOM TIpEUIC)KAaHUN, KPOBOTEUECHHUE U3 ITyTIOYHON PaHKHU, KPOBOTEUEHHS IIOCIIE BAKIIMHALIUH, KPO-
pomznusiHue B [THC.

[IpakTHyeckoe BeZeHUE HOBOPOXKIEHHOTO C PHCKOM TeMO(MINK 3aBUCUT OT CeMeiHOoro aHaMHe3a. Eciu
U3BECTHO, YTO MaTh SIBIIETCS HOCHTENIEM 3a00JIeBaHUs, TO IUArHOCTHKA BKIIOYAET UCCIEAOBAaHNUE ITyIOBUHHON
KpPOBHU Y HOBOPOXKJIEHHBIX MYy»kckoro 1osa Ha yposeHb FVIII u FIX. Eciiu B ceMbe HET NOATBEPKIEHHBIX CIIy4acB
3a00JIeBaHus, TO Y HOBOPOXKAEHHOTO C KPOBOTEUEHHEM MPOBOAUTCS An(depeHIInanbHas NarHOCTHKA KaK MPH-
OOpEeTEeHHBIX HapyIICHUH CBEPTHIBAHUS KPOBH, TaK U BPOXKIAEHHBIX, B TOM YHCJIE U FeMO(MINY C BHIIOJHEHUEM
CKPUHUHTOBBIX KOAryJIOTHUECKUX TECTOB U onpenaenenueM yposus FVII u FIX.

Hamu npencrasieH KIMHUYECKUH cilydail TaKTHKHA Y HOBOPOXKAEGHHOTO C TsDKesol remoduined A. [la-
nueHT [1. 2023 r.p. poauscs B CpOK recTaluu, poabl ectecTBeHHble. CeMeiHbIl aHaMHEe3 110 TeMO(QHIIMU OTpHLIa-
TenbHbIA. B ponome B nepBbie 12 9acoB jKU3HM BBIIIOJIIHEHA BHYTPUMBIIIEYHO BaKIIMHALNS IPOTUB BUPYCHOTO
renaruta B, mocie gero o6pa3oBanack reMaroMa MATKHX TKaHel Oezpa. [IpoBoamiacs 3aMecTUTENbHAS TEPAITUs
CBEKE3aMOPOKEHHON TUIA3MOH; KPHONPEIUITUTATOM; TUIa3MAaTHIECKUM KOHIIEHTPAaToOM (pakTOpOM CBEpPTHIBAHHS
kpoBu VIII; npenaparom, conepxamuM B komMOuHaImu ¢axrops! cBépreiBanus kposu 11, VII, IX, X. Jlns xop-
PEKIMU CBEPTHIBAIOIIEH CHCTEMBI M POQUIAKTHKN FeMOpparuueckoil 00Je3HN HOBOPOXKIEHHOTO Ha3HAUCH BH-
tamuH K. Ha 6-if neHb ku3HM manuenTa BoinodHeHa koarymorpamma: AUTB — 95,9 cek. (R-2,69), I1IB — 14,9
cek. (MHO - 1,2), TB — 18,7 cek. (R—0,93), pubpunoren — 3,88 r\n; akruBHOCTh FVIII — 0,36%); akTHBHOCTH
FIX — 24,7%. YcranoBieH quarHo3: remopmms A, Tsoxenast popma, aktuBHOCTh FVII — 0,36%. YuutsiBast BbI-
siBIICHHOE B Koarynorpamme cHibkenne FVIIIL, B Bo3pacte 3-X MecsIeB NPOBEAEHO MOJEKYISIPHO-TEHETHIECKOEe
uccnenoBanue reHa F8. [1o pesynbraram reHeTudeckoro aHanusa B reHe F8 B 14 3k30He BbIsSBI€HA TeMU3UTOTHAS
opHOHyKIeoTHaHas nenenus c.5078delA, p.Lys1693Arg fs Ter38, pannee onncanHas B IUTEpaTyPHBIX HCTOYHHU-
KaxX ¥ aCCOLIMUPOBaHa C TsKeNIol Gpopmoi reModunnu A.

Takum 006pa3oM, ANArHOCTUUECKUH aITOPUTM reMOUIHN A y HOBOPOX/ICHHBIX C TEMOPPAarHdeCKUMH IIPO-
SIBTICHISIMH BKJIIOYA€T: CEMCHHBIN aHaMHE3, CKDHHHHTOBBIE TECTHI, ONIPE/ICIICHNE YPOBHA AepuuTHOTO (haKTopa.
MonekyaspHO-TeHETHYECKOE NCCIIE0BAaHNE ITOATBEP)KAACT HANN4ne 3a001eBaHus ¥ IPEJOCTABISIET HH(POPMALIUIO
0 TeHOTHI-(QEHOTHITIYECKON KOppeIsiiuy. Bee 3To M03BOMISeT ONpeiesUTh TAKTHKY 3aMECTUTEIBHON Tepariuy IpH
JIIOOBIX KIIMHUYECKUX TIPOSIBJICHUSIX TEMOPPAarnyeckoro CHHAPOMa B paHHEM HEOHATaJIbHOM IEPHOIE.
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