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Osler is represented.
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HaciencrBenHnas reMopparnyeckas TeJ€aHTMIKTA3US
(HI'T) 6n1ma BuepBble onucana H.G. Satton (1864), omu-
canue ObL1O0 gomoaHeHo W. Osler, H.J.L.M. Rendu u
F.P. Weber (1901), u 3a6oieBarue ObIJIO HA3BAHO NMEHAMU
aTux aBTopoB — cuHApoM Ocnepa—Penpio—Bebepa (HI'T
1-ro tuna). ITonmynamuonnasa uacrora HI'T1 cocraBiser
npumepuo 1:50 000. Tun HacaemoBaHUsS — ayTOCOMHO-
IOMUHAHTHBINI. B HacrosIiee BpeMs yCTAHOBJIEHO, UTO
HI'T1 BhI3BaHa myTalueil B TreHe, KOAUPYIOIeM O€JIOK
suporaud (ENG; 131195) u KapTUpoBaHHOM Ha XPOMOCOME
9934 [1]. 3aboneBamHme OTHOCUTCA K ME3€HXHUMAJIbHBIM
OUCILIA3UAM. B OCHOBe MATOJIOTHU JEKUT Ae(eKT CTpo-
€HUSA COCYZOB — B HUX OTCYTCTBYET MBIIIEUHBIH CJIOH, B
pesyabTaTe (GOPMUPYIOTCS aHEBPU3MBI U JAOIOJHUTEIb-
HBbI€ aHACTOMOBEI PA3JIMYHON JIOKAINBAIUH C TOPaKeHIEeM
KOKH, CJIM3UCTHIX 000JI0UEK M BHYTPEHHUX OpraHos [1].

KnuauuyecKn y TamueHTOB OTMeYAlOTCA W3MEHEeHUS
COCYZOB: TOUEUYHBbIE WJU Y3EeJKOBBIE TEJIEeaHTUIKTABUU,
COCYZUCThIe 3BE3NOUYKM Ha SA3BIKe, JUIlE, YIIaX, CIUBUC-
TOIt 000/I04Ke I'y0 ¥ KOHBIOHKTHBBI, KOHUMKAX IaJIbIEB,
HOT'TEBOM JIOJKe, CAM3UCTOII obGosiouke Hoca. CocymucTbie
HapYIIeHUA MOTYT BCTPEUATHCA B JKEJYIOYHO-KUIIIEUHOM
TpaKTe, MOYEBOM IIy3bIDE, BJIATAJIUINE, MaTKe, JIETKUX,
neueHu, moare. Peske HaOJIIOZAIOTCA apTepPUO-BEHO3HbLIE
IIYHTHI B JIETKUX, IIUPPO3 IIeUeHU, KAaBEPHO3HbIE AHTHO-
MBI, aHEeBPU3MEBI, aHOMAaJIHU COCYyZOoB Mosra. Hawmbosee

Konmaxmnaa ungopmayusn:

YacTBIM W IIOPOYM eJMHCTBEHHBIM IIPU3HAKOM 3a00JieBaHUS
ABJAIOTCA YacTble W IMPOQy3HbIEe HOCOBbIE KPOBOTEUYEHUS,
KOTOpBIE MOABJAIOTCA B JAETCTBE M YACTOTA MX HaApPaCTAeT
¢ BoadpacTroM. KpoBoTeueHUsA CIOHTAHHBIE, YACTO HaAUU-
HAOTCSA HOUbIO. Perke OBIBAIOT KPOBOTEUEHUS U3 KEJIYI-
Ka, KUIIeYHUKAa, JeTKUX, Mo4YeK. TejleaHrmdKTasuum BO3-
HUKAIOT B [JOIIKOJHLHOM BO3PAcTe M MMEIOT TEeHIEHIIUIO
K yBeJMUEeHUI0. Y B3POCJBIX OOJBHBIX O0OHAPYKUBAIOTCS
BUAMMbIE IMyPIYyPHOTO I[BeTa 00pa30BaHUSA BEJIUUMHOU OT
OyJIaBOYHOI TOJIOBKM O UEUEBUIIBI, Uallle HA CIUBUCTHIX
000JI0UYKaxX HOCa, POTOTJIOTKU, KOXKe JuIlla. XapaKTepHbI
M3MeHEeHUs Ha IVIaBHOM JHe — paclIupeHue U U3BUTOCTH
cocynoB. KpoBou3musaHUA B MO3T MOTYT BBIZBATh CYAOPOIK-
HbIe IPUCTYIIBI, TeMUINIapeshbl, HAPYIIeHUA 3PEHNUA U PeUu.
HepeaxuM cuUMOTOMOM SABJAAETCA YBEJIWUEHHE DPa3MEPOB
neueHu. VI3BECTHEI CJIyUuau BPOXKAEHHOTO IOPaKeHU I Ieye-
HU MHOKE€CTBEHHBIMU aHTMOMAaMM1, KOTOPbIE OCJIOMKHAIOTCS
KPOBOTEUEHUAMY B OPIOIIHYIO IIOJIOCTH WUJIU PA3BUTUEM
UPPO3a IIeUYeHU ¢ KapTUHOM ITopTaabHOU runepreH3un. I1o
TUCTOJIOTUYECKOHN CTPYKType U3MEHEHUSA COCYAOB OTJIMYA-
IOTCA OT OOBIUHBIX T€MAaHTUOM: XapaKTePHBI HEIIPABUJILHEIE
CUHYCOOOpa3HbIe PACIINPEHUS COCYLOB, CTEHKU KOTOPBIX
COCTOAT U3 9HJOTEJNA U OKPYKEHBI PHIXJION COeJUHUTEb-
HOM TKAHBIO C 9JIEMEHTAMU IIePUBACKYJIAPHBIX CKOILJIEHUH
JIEMKOIIMTOB U TUCTUOIUTOB [2, 3].
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HOCOBBIE KPOBOTEUEHUS, TEJeaHIMIKTA3UU DPa3JIUUHON
JIOKQJIN3AaLUY, COCYAUCThIE TIOPAKEHNUsI BHYTPEHHUX Opra-
HOB, a TaKKe CceMeNHbI aHaMHe3. [{uarHos cuuraercs
JOCTOBEPHBIM IIPU HAIUYUYU 3 KPUTEPUEB U IPEIIIOTIOKU-
TeJILHBIM — IIPU HAJUUMM 2 IPU3HAKOB [4].

Ms1 mpuBOAUM onMicaHue cayuasi 3a6o1eBaHuA y peGeH-
Ka MY?KCKOTO I10J1a, IOCTYIIUBIIIETO B IeANATPUUECKOe OTe-
JeHmne A HoBoposkaeHHBIX mereit [JT'KB Ne 1 B Bospacre
21 gusa. MaTh npeabaBIIANa MKAJT00bI HA KOXKHYIO CBIIb U
JKeNTYXy y peberka. Pebenok poguicsa ot II 6epemennocTu,
II ponoB, HaCIENCTBEHHOCTH OTATOINEHA IO ATONINYECKUM
3abosmeBanuaM. Co CJIOB MaTepu, ee TeTKa W JBOIOPOIHAS
cecTpa CTpasaloT YaCTHIMU HOCOBBIMU KPOBOTEUEHUAMU.

IIpu ocmorpe peGeHKa Ha KOKe JIHIA, TYJIOBUIIA,
KOHEUHOCTeH OOHApy’KeHBI JJIEMEHTHI KPAaCHOTO IIBETA,
IIOXO0KYe Ha TeMaHTHUOMY, C POBHBIMU KOHTYpPaMu, BO3BbI-
HIaroImecsa HaJZ MOBEPXHOCTHIO KOYKU PA3MepPOM OT TOUEeU-
HBIX 0 b MM B guamerpe. CbIlb, CO CJI0B MaTepu pedeHKa,
nmoAaBUach Ha 6-e cyTKu KusHU. [IpoBoguam auddepen-
IIUAJBHBIA AVATHO3 MEKY CIeAYIOIUMY 3a60IeBaAaHUAMU:
TOKCHUKO-aJIJIepTUYeCcKasd PeaKIusa, aHTIOMAaTO3, TYO0epKy-
JIe3 KOYKM, MacTOIUTO3. [{1arHo35! ObLIN NCKJIIOUEHBI ITOCIe
KOHCYyJbTaUil (rmsmarpa, JepMaTojioTa U IIOJyYeHUd
Pes3yabTaTOB T'HCTOJIOTMUECKOI'0 HCCJIENOBAHUA Omomrara
KOJKHU C BJIEMEHTOM CBHIIIN U JJa00OPaTOPHBIX MCCJIeTOBaAHUIA.

ITpu mocTtyniaeHuu B OMOXMMHUUYECKOM aHAJIU3€e KPOBU
YPOBeHb HempsaMoro ouaupyouna cocrasua 190 MKMoJIb /1,
AJIT 31 u/e, ACT 43 u/e. Y3U neuenu 6e3 0COOEHHOCTEM.
IIpu ocMoTpe OKyJIHMCTA BBIABJIEHA TeMaHTHOMA IIPABOI'O
BeKa. [laHHBIX 32 H(MEKIIMOHHBIN IIPOIIecC 110 Pe3yabTaTaM
o6cie[oBaHUS He BHISIBIEHO.

B TeueHue 2 Hemenb MPOBOLUIOCH CJIERyIOIlee Jieue-
HUe: aHTUTUCTAaMUHHBIE IIpenapaThl, IPeJHU30I0H, X0Je-
KUHETHUKYU, (peHOOGapbuTas (C IeJbl0 MHAYKIUU AKTHUB-
HOCTH TJIIOKYPOHUJITpPaHcdepassl IeueHn), HeCTEPOUTHbIE
IIPOTHBOBOCIATINUTEIbHEIE cpeAcTBa. dddeKTa OT Tepanuu
He GBIJIO — COXPAHANNCH KOKHAA ChINIb U KeJITyxa. Pe6eHOK
HaOJII0[aJICI COBMECTHO C TeMaTOJIOTOM, JepPMAaTOJIOTOM,
dTusuaTpom, renaTosorom. IIpu KOHTpPoJIBEHOM 06CaIenoBa-
HUU YPOBEHDb HEIIPAMOTrO OUIUPYOMHA B CHIBOPOTKE KPOBU
coctaBus 194 MKMOJIB/JI, HO IOBBICUJIACH aKTUBHOCTH (hep-
meHTOB nurosnusa: AJIT no 73 u/e (B 2 pasa BbIIlle HOPMBI),
ACT 10 104 u/e (8 1,5 pasa BbIllle HOPMBI). ¥ YUTHIBAsA TOP-
MUIHOE TeUeHUe KeJTyXU U HapacTaHue aKTUBHOCTH Gep-
MEHTOB IIUTOJIN3a, IPOBeJeHa KOMIIBIOTEPHAA ToMOTrpadus

MeYeHu, C ITOMOIIbI0 KOTOPOI BBISIBJIEHBI MHOKECTBEHHBIE
reMaHTMOMBI ITpaBo¥ moau medeHu. I[IpoBemena Oumorncus
JIeMeHTa KOMKHOWM CBINMM: IPU MHUKPOCKOINU BbISIBJICH
COCYZI B OKPYKE€HUU T'MCTHOLIMTOB U JUM@POIUTOB, CTEH-
Ka KaoWIjasapa IpeicTaBJIeHa COeNUHUTEJIbHON TKAHBIO C
Ie(UIUTOM IJIAAKOMBIIIIEUHBIX 2JIEMEHTOB.

Ha ocHOBaHUM XapakTepHBIX KOMKHBIX U BHUCIEPAJb-
HBIX U3MEeHEeHUH ObLI IPeI0J0KeH JUario3: HacJIeqCTBeH-
Has reMopparnyeckas TeJeaHrnsKTasus. PeOeHKy HasHa-
YeHBI relaTOMPOTEKTOPHEIE U COCYAO0YKPEILIAIOIe Tpera-
patsl. JFKeATyIIHBIA CUHAPOM Pa3peIncsa, 1 pedeHoK ObLI
BBIIIMCAH U3 CTAIlMOHApa IOoJ HaOJIoJeHNWe TeMaToJiora.
KokHas chIllb COXpaHaaach, 3a BpeMs HaOJIIOMeHU S ITOSABU-
JINCHh HOBBIE DJIEMEHTHI ChINIM. Y POBEHb aMHUHOTpaHc(hepas
meYeH’ B IUHAMUKE HAOJIIOJeHNA HOpMAaJIn30BajIcs.

Takum o0Opas3oM, M3 MIPUBEINEHHBIX BBINIE KJIUHUKO-
nuarHoctuueckux KpurtepueB HI'T y mamrero mamuenTta
WMeIOTCA B HAJIUYUU ABAa KPUTEPUA — BUCIepaJbHOE Imopa-
JKeHre (MHOKeCTBeHHbIe I'eMaHTMOMbI IIPaBOM AOJIU Ilede-
HU) ¥ KOXKHAfA ChbINlb. TaKike cjenyeT yUYWUTHIBATHL W, BO3-
MOJKHO, OTATOIIEHHBINI TeHeaJornyecKuil anHamHes3 (HOCO-
Bble KPOBOTEUEHUA y POACTBEHHUKOB IO MAaTEePUHCKOI
JIMHUM), OOHAKO XapaKTep IOBBIIIIEHHON KPOBOTOUYMBOCTHU
y JaJbHUX POACTBEHHUKOB He BEePUMPUIIMPOBAH. Y UNTHIBAS
paHHUI Bo3pacT pebeHKa, y HaIIero 60JIbHOT0 OTCYTCTBYIOT
CIOHTAHHBIE PEIUAWBUPYIOIINE HOCOBBIE KPOBOTEUEHUS
u Tejgeanruskrasuu. C BO3pPacTOM KJIMHUUYECKHE IIPOSAB-
JieHus1 3a00JI€BaHUSA MOTYT AOMOJHUTHCS XapaKTePHBIMU
cumnrTomamu HI'T ¢ peanmsariueil moJiHON KJIMHUYECKOI
KapTUHBI U OCJOKHEHUU STOU TsKeJOW HacJeICTBEeHHOI
aTOJIOTHH.

Haire kinanueckoe HabJII0JeHNe IIPEACTABISIET NHTE-
pec B CBA3M C OTHOCHUTEJNBHHON PeJKOCThIO 3ab0JieBaHUS,
W, KaK CJIe[iCTBUE, HeJOCTATOUHON MHMOPMUPOBAHHOCTHIO
Bpaueill OTHOCHUTEJNHHO JAHHOHN IIATOJOIMU. 3acyKHBAeT
BHUMaHUA 1 (GaKT paHHero Hadaja 3a00JeBaHUA, TaK Kak
M3BECTHO, YTO CPEAHHUI BO3PACT KJIWHUYECKOTO JaebGrora
6ose3Hu cocraBiasger 12 jer. Takum o6pasom, OmHMCaH-
HBIA KJIWMHUYECKUH CJaydail IIPeACTaBIAET HECOMHEHHBIN
WHTepec AJA MPaKTUYeCKUX Bpaueil m sABJIAETCS OCHOBA-
HUEeM AJA OpoBemeHud AuPPepeHIuaaIbHON JUarHOCTH!-
KM U 00CJIeJOBAHUS C I[eJbI0 YCTAHOBJIEHUSA IPaBUIBHO-
ro AMarLosa W JaJIbHeHInell TAKTUKU BeJIeHUS II0L00HBIX
MaIlleHTOB, a TaKiKe IPOBEIeHUA MeIUKO-TeHEeTHUUYECKOTO
KOHCYJIbTUPOBAHUS CEMbHU.

JIUTEPATYPA

1. http://www.ncbi.nlm.nih.gov/omim/187300

2. Jusandosckuii FOA., Aumonosa M.A. OcobeHHOCTH KINHU-
YECKOT'0 TeUeHUs HACJIEe[CTBEHHOI reMOpparniecKoil TeIeaHruaKTa-
suu. JK. Tpyaustit naruent. 2007; 4: 25—-28.

3. Sharathkumar AA, Shapiro A. Hereditary haemorrhagic

telangiectasia. Haemophilia. 2008; 14 (6): 1269-1280.

4. Shovlin CL, Guttmacher AE, Buscarini E, et al. Diagnostic
criteria for hereditary hemorrhagic telangiectasia (Rendu—Osler—
Weber syndrome). Am. J. Med. Genet. 2000; 91 (1): 66—67.




