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AkTtyaasHocTb. Haciencrsennas tpomGouutonenus (HT;
MKB-10: M31.3; OMIM 231200) — penkoe Ku3HeyrpoXkarolee
remaronoruueckoe 3abonesanue. Pacnpocrpanénnocts HT B Mu-
pe — okoio 5% cpenu HOBOpoKAEHHBIX. Llenb: onpenenuTs oc-
HOBHBIE TeHeTHYeCKHe (haKTOphl, IpUBOIANIKE K pa3BuTuio HT,
JUISL CBOEBPEMEHHOH TUarHOCTHKH U TEPAITHH.

PesyasTarbl. HT — 3a0oneBanue KpoBU, 00yCIIOBIEHHOE
TOMO- MJIU F€TEPO3UTOTHBIMU MyTalUsMU B reHax. B 1948 1. Obin
OITMCaH CUHJPOM, B OCHOBE KOTOPOTO JIEKUT OTCYTCTBHE MM CHU-
)eHue skcnpeccuu komiiekca GPIb/IX/V Ha moBepXHOCTH TPOM-
Go1ToB, 00ycloBIeHHOE MyTalusiMu B reHax GPIBA, GP1BB
w GP9. CuHAPOM UMeeT ayTOCOMHO-PELIECCUBHBIN TUIT HACIIe-
JIOBaHUS U XapaKTepu3yeTcs TPOMOOLUTONEHUEH cpeaHel cTete-
HU TSOKECTH, THTAaHTCKUMU pa3MepaMu TPOMOOIIUTOB M 3a4acTyrO0
TSOKENBIM TeMopparudeckuM cuaapomomM. B 2003 r. BBenéH Tep-
MuH «MYH9-acconmupoBaHHOE 3a00eBaHNEY, OObEIHHUBIINI
B €IMHYIO0 HO30JIOTHUYECKYIO TPYIIly OIHCAHHBIE B pa3HOE Bpe-
Ml U Pa3HBIMU aBTOpPaMH 4 CXOXKUX CHHAPOMA: aHOMaJuio Mesi—
XerruHa, cuaapoM PexTHepa, CHHAPOM OIIITelHa, CHHIPOM
CebactpsHa. B 2020 1. 6611 onucan reH ADAMTS13 (Molecular
genetic diagnostics thrombotic thrombocytopenic purpura
(TTP), ADAMTS13 gene, Taxxe uzBecreH kak VWFCP, C9orf8,
vWF-CP), kopupyromumii pepMeHT, KOTOpPBIN pacuiernisieT Gpakrop
(hon BuieOpania — KpyIHHbIi 0€10K, y4acTBYHOIIUI B CBEPTHI-
BaHuu kpoBU. OcHoBHas (ynkius ADAMTSI3 — BeICBOOOXKIe-
Hue ¢pparmenToB VWF B 1u1a3my, a Taxke peryJiupoBaHue ero ak-
TUBHOCTH ITyTEM PaCIICIUICHHUsI CBEPXKPYIHBIX MyIbTUMEpoB VWF
Ha OoJiee MeNKUe 1 MeHee aKTHBHbBIE OpPMBL, YTO IPHUBOAUT K He-
KOHTPOJIHPYEMOH aAre3u TPOMOOLUTOB U MHKPOCOCYIHCTOMY
Tpom603y. HT xapakrepusyercsi moOIMMOPPHOCTHIO KIMHUYECKUX
nposieneHuil. Bce cunapomsl, Bei3BanHele HT, MoxkHO pacnpene-
JIMTH HA JIBE TPYIIIIBI: TeMaToJIoTHYecKue (TpoMOOMTONIeH S, Te-
MOppParM4ecKuii CHHAPOM) M HEreMaToJOrMYeCcKUe (TYroyXocTh,
Hedponarus, karapakTta). OCHOBHOH LIEJIBIO aHTE- ¥ IOCTHATAIIb-
Horo BeaeHus HT sBisiercs npegoTBpaleHue TAKENIOro BHYTPU-
YeperHOro KPOBOTEUEHHUS U €ro OTAANEHHBIX ocaeACTBU. Beene-
HHE BHYTPHBEHHOTO UMMYHOITIOOYIMHA HOBOPOXKIEHHOMY pEOEH-
Ky ¢ HT — onHa u3 nepBbIx 1uHMN B Tepanuu. HoBopoxi€éHHbIE
¢ HT Hepenxo HyXIatoTcs B epeIMBaHUM TPOMOOLIUTAPHON Mac-
CBI ISl TPO(QHIAKTHKA MACCHBHBIX KPOBOTEUECHU.

3akarouenue. CBoeBpeMeHHas U TouHas nuarHoctuka HT,
OCHOBAHHAs HA COBPEMEHHBIX F'€HETHUECKUX UCCIIEIOBAHUAX, Ta-
KHX KaK CEKBEHHUPOBAaHUE HOBOI'O IIOKOJICHUS], SBJISETCS 3aJI0TOM
aJIeKBaTHOM Teparuy, MPO(QUIAKTHKA KAZHEYTPOXKAIOIIHX OCIIOK-
HEHHMH U yIy4IIeHUs IPOrHo3a AJs OOJIbHBIX.
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