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MYTAIIMA DGKe - PEAKASI IPHYUHA TPOMBOTHUYECKOH
MUKPOAHTHUOIIATUHA

Abaceesa T.10.
®edepasbHoe 2ocydapcmeeHHoe 6100 cemHoe 06pa308ameabHOE YUpeHcoeHUE
8blcuiezo 06paszosaHus «Mockosckull 20cydapcmeeHHblll MeduKo-
cmomamoiozuveckull yHusepcumem umeHu A.HU. Eedokumosa»
MuHucmepcmea 30pasooxpaHeHusi Poccutickoti @edepayuul.
Jemckas 2copodckasi kauHu4eckas 601bHUYa cessmozo Baadumupa.
Ilona A.B.

Jemckas ecopodckast KauHu4eckas 601bHUYa cessimozo Baadumupa.
®edepasbHoe 2ocydapcmeeHHOe aBMOHOMHOE 06pA308aMeENbHOE YUpexcoeHuUe
8vlcuie2o 06paszosaHus «Poccutickuli HQYUOHALHBIU Uccaedo8amenbCKull
MeduyuHckull yHueepcumem umenu H.U. [lupozosa» MuHucmepcmesa
3dpasooxpanerust Poccutickoii @edepayuu.

Imupoea X.M.
®edepasibHoe 2ocydapcmeeHHoe 6100 cemHoe 06pa308ameabHOE yupexcoeHue
gvlcuie2o 06paszosaHusi «MocKo8cKull 20cy0apcmeeHHbIll MeoQuKo-
cmomamosiozuveckuli yHusepcumem umeHu A.H. Eedokumosa»
MuHucmepcmea 30pasooxpaHeHusi Pocculickoti @edepayuul.
Jemckas eopodckast KauHu4eckas 60bHUYa cesimozo Baadumupa.
Mcmucnaeckas C.A.
®edepasibHoe 2ocydapcmeeHHoe 6100xcemHoe 06pa308ameabHOE yupexcoeHue
gvlcuie20 06paszosaHust «Mocko8cKull 20cy0apcmeeHHbIll MeQuKo-
cmomamosiozuveckull yHusepcumem umeHu A.U. Eedokumosa»
MuHucmepcmea 30pasooxpaHeHusi Poccutickoti @edepayuul.
Jemckas 2opodckas KauHu4eckasl 60abHUYya cesimozo Baadumupa.
My3ypoe A./L
Jemckas 2opodckas KauHu4eckasl 604bHUYya cesimozo Baadumupa.
Poccultickas meduyuHckas akademusi Henpepbi8HO20 NPOPECCUOHANbHO20
06pA308aHUSIL.

Ilankpamenko T.E.

Jemckas 2opodckas KauHu4eckasl 60/abHUYya cesimozo Baadumupa.
l'ocydapcmeeHnHoe 6100cemHoe yupedxcdeHue 30pagooxpaHeHus: Mockoackoti
obsacmu «MockoscKull 061aCmMHOU HAY4YHO-UCC1e008aMeAbCKUL KAUHUYECKULL
uHcmumym um. M.®. Baadumupckozo».

I'enepanosa I'A.

Jemckas 2opodckas KauHu4eckasl 60/4bHUYya cesimozo Baadumupa.
Pocculickas meduyuHckas akademusi Henpepbl8HO20 NPOPHeccuoHATbHO20
06pa308aHUSL.
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BBEJEHHUE

B perckoMm Bo3pacTte Beayued npudrHor TMA siBJsieTCS reMOJIMTUKO-
ypemudeckui cuHapom (I'YC), accouMupoBaHHBIM CO ULIATa-TOKCUHOM
(tunununbiil I'YC), atunuuneiii 'YC, 00yc/I0B/IEHHBIA JUCPEryJIsILUeN CUCTEMBI
koMmiieMeHTa (AI'YC), TpoMmbGoThYeckass TPOMOOIUTONEHHUYECKas Nyprypa
(TTII), cBa3anHaa ¢ gebunurom ADAMTS-13. ¥V pebeHka rpyHOro Bo3pacra
MO>KHO BCTPETUTBCA C peJKUMU reHeTUYeCKUMU NpUudYuHaMu TMA, TaKUMU Kak
MeTWJMa/oHOBas auugemMuss (MMA) c runeproMouucTeMHEMHUEHW, AUALMJI-
ravuepos  kuHaza asncuioH (DGKe) - accouunpoBaHHass HedponaTus.
JnarHoctrvka npuyrHbl TMA 4pe3BbIYallHO Ba)KHA, T.K. CBOEBPEMEHHBIN CTapT
KOMILIEMeHT-0/10kupyoied Tepanuu npu AI'YC, nmnasmorepanuu npu TTII,
MeTaboJyiMyecKor Tepanuu npu MMA MoKeT cracTH KHU3Hb pebeHKa. /luarios
AT'YC aBisieTc KIMHUYECKMM M MOXET OBbIThb YCTAHOBJIEH NMPU HCKJIYEHUU
Apyrux npuduH TMA.

INALHUEHTbBI, MATEPUAJIBI U METO/IbI

Uctopusa 6osiesuu nauueHTku ¢ 0,5 go 7,5 set ¢ AI'YC, nosyyaBiuei
KOMILJIEMEHT-0JIOKMPYIOIIYI0 Tepanuio (3Kyin3yMab), y KOTOpO Ha XpOMOCOMe
17 B rene DGKe (exon7) 6bl/1a BbIsiBJeHa TOMO3UroTHast Mytanus ¢.1099-2A>G.

PE3YJIbTATHI

3abosieBaHUe MaHUQPECTHPOBAJO B 6 MeC. C MUKPOAHTHMONATHUYECKOHU
reMosiutThdeckor anemuu - MAT'A (Hb 84 r/a, npo6a Kymb6ca otp., JIAI' - 1283
En/n), Tpom6ouuTonenuu (44x109/1), octporo noBpexaeHus novyek — OIIT (Ur
22  wmMoab/n, Cr 212 wMkMmosab/n), mnporteuHypuu pgo 11,6 r/n,
runokommieMeHnteMuu C3 - 55 mr/aa Ha PoHe kumeyHoi mHbekyuu. [1P-
JIMaTHOCTHKA 3UIEPUXMO30B —  OTpULIATEJIbHbIM  pe3yJsbTaT (HU3Kafd
BeposATHOCTb TunuyHoro ['YC), ADAMTS-13 - 75% (uckmarouyena TTII),
BbicOKass BeposATHOCTb AI'YC. 3amectuTesnbHas noudedyHas Tepanus (3IIT) u
2 mnyia3MooOMeHa (3aMellleHUe CBeXe3aMOpOXKeHHOW mmiasMou 70 MJ1/Kr)
npuBesia K peMuccur 3abosieBanus. Yepes 6 mec. nocsie OPU pasBuscsa 1-biid
peuuguB AI'YC (Tp - 163,0x109/a, npoTtennypusa 2,25 r/na), paspemusica 6e3
JiedeHus. B 2 rozma 1 Mecdn mocjie 3HTEPOBHUPYCHOM HHQPEKIUU Pa3BUJICA
2-u penuauB AI'YC (Hb-83 r/n, Tp - 152x109/a, JAT - 2043 Ep/n,
CK®=40Mmn/mun/1,73M2, npoTeuHypus - 14 r/u), apTepuasbHas TUIepTEH3US
(AT'), BbIpaxkeHHbIM oTeuHblil cuHApPoM, B 3IIT pebGeHOK He HyXJaJCs.
YcraHoBneH pauarHo3 Al'YC, HadaTa KOMIIJIEMEHT-OJIOKUpyHOIAs Tepanus
(skysnm3ymab), koTopasi mnpuBesna kK pemuccun TMA. B 2 roma 6 mec. -
3-1 peuuguB AI'YC Ha ¢oHe ocTpoul pecnupatopHou uHPeknuu (OPU) c
bebpUNbHOM JIMXOPAaJKOW, B 3TO BpeMs pebeHOK mnoJyyaa UHPY3UHU
3KyJIM3yMaba COrJIaCHO MHCTPYKLHWH, MepepbiBOB B JiedeHWU He ObuLio. [lpu
o6cnenoBannu CH-50 paBHssack 0, 4To noATBEPKAa/I0 6J10KaAy KOMIJIEMEHTA
U 3¢PeKTUBHOCTh mnpemnapara. UckiawodyeHa MMA: ypoBeHb TOMOILIMCTEHUHA,
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BUTaMUHa B12, QosimeBoll KHUCJIOTbl ObLJIM B HOpMe. YYWUTbIBas HU3KUE
nokasartesd (C3-KKOMIOHEHTA KOMILJIEMEHTA, T.0. aKTUBALUI0 3TOM CUCTEMBI,
npejnosioKeHa HeAOCTaTOYHOCTh [03bl 3KyJW3ymMaba H JiedeHUue ObLIo
NpOJO/HKEHO B HHAYKIIMOHHOM pexkuMe (600 Mr), 4yTo BHOBb MPHUBEJO K
pemuccuu TMA. Bria npeanosioxkeHa popma AI'YC, He cBsI3aHHas C MyTallMer
reHoB, KOJAUPYIOIIUX OeJKU KoMIieMeHTa. [Ipu mpoBejeHUHM MOJIEKYJISIPHO-
reHeTU4YeCKOro ucciaenoBaHusd Ha xpoMmocoMme 17 B reHe DGKe (exon7) 6blia
BbIIBJIeHA TroMO3UrotHasd myrtauud c.1099-2A>G, yro noxgrBepauso DGKe-
onocpegoBaHHyto TMA. B nocneaywouiem, Ha poHe KOMIIJIEMEHT-0JI0KUPYIOLIEN
Tepanuy, penuauBoB TMA He 0TMe4YaJoCh, O4HAKO IIPU UHTEepKYyppeHTHbIX OPU
BbISIBJISIJIACh MPOTEUHYpUs HedppOoTUYECKOTO YypoBHA. KpoMe KoMIJieMeEHT-
OJIOKUPYIOLlEd Tepanuu pebeHOK IMOoJiydya/l aHTUTMIIEPTEH3UBHYH Tepamuio
(1o3apTaH), aHTUKOAryJSHTHYIO Tepanuio (BapdapyH) B CBSI3U C BbISIBJIEHHOU
CONMYTCTBYyIOIeN TpoMOodpuiver (2 TOMO3HUTOTHbIX MOJUMOpPPHU3IMA B TeHeE
PAI-1 ¥ MeTHOHMHCHUHTA3bl; 5 TeTEPO3UTOTHBIX MOJUMMOP(PU3MOB B reHax
dosaTHOTO IMK/JIA U PeElenTOpoB TPOMOOIMTOB). YUYMUTBHIBAsA JAaHHbIE
JIUTepaTypbl 06 oTcyTcTBUU penuauBoB AI'YC nocsie 5-jeTHero Bospacra npu
flaHHou ¢opme TMA, mo kesaHUIO poOJUTEe KOMILJIEMEHT-0J0KUpYolas
Tepanusi OblJa IpeKpalleHa B Bo3pacTe 5,5 jieT. OcCOGEHHOCTbIO TeudyeHUs
3a00/1eBaHUs y pebOeHKa ABJSAJACh 3aJepKKa ICUX0-PEeYEBOT0 PA3BUTHUA
(no 5 uset oTcyTcTBoBasia ¢pasoBass peub), apdeKTHBHO-pecnUpaTOpHbIe
napokcusMel. [locsie oTMeHbI 3Ky/IM3yMaba y pebeHKa COXPaHSAETCSA PEMUCCUS
TMA, nodeyHasa ¢yHkuus B HopMe (CK® mo IBapuy 95 mia/mun/1,73M2).
B HacTosi1iee BpeMs ieBoYKe 7,5 JIeT, cOXpaHsieTcs yacTas 3abosieBaeMocTb OPH,
Ha QOHe KOTOpPOM NpPOTEUHypUss Jocturaer 3 Tr/a, B mepuoj 6e3
MHTEPKYPPEHTHbIX 3ab60j1eBaHUM 6esioK B Moue - 0,25 r/J1, 3puTpoluTypus 0
15 B 1n/3p. Illpogo/nkaeTcs aHTUTUNEpPTEeH3WBHAsl Tepamnus Jio3apTaHOM,
BapdapyuH OTMeHeH U  MPOBOAWUTCHI  JiedeHUWe  aHTuarperaHTaMu
(neHTOKCUDUIIIIUH).

3AK/IIOYEHUE

JlaHHBIM KJIMHUYECKUW cJay4aul JAeMoHcTpupyeT TedyeHue DGKe-
onocpegoBaHHod TMA. Ilatodusuonorus DGKe-onocpemoBanHout TMA no
KOHLIA He sICHA Y CBSI3bIBAETCSl C HAapyLIeHHEM MeTaboJiM3Ma apaxyWA0HOBOM
KHCJOThI, 4YTO NPUBOJUT K aKTUBALUM ISHAOTEJUS U (POPMHUPOBAHHUIO
TpoMboreHHoro coctossHusi. DGKe aknpeccupyeTcss Ha 3HJ0TEeJNNH, IOAOIMTAX,
TPOMOOIUTAX, KJEeTKaxX TOJIOBHOTO MO3ra, peryJjupyeT 4yBCTBUTEJBHOCTb K
cypoporam. Myrtanusa B reHe DGKe MoxeT npuBOAUTH K Pa3BUTUIO 2-X
KJIMHAYEeCKUX dbopm 3a00J1eBaHUS: MeMOpaHONpoiMPpepPaTUBHOTO
raomepysoHepputa (MIII'H) ¢ pa3ButheM HePpOTHYECKOTO CHUHAPOMA,
PE3UCTEHTHOT0 K Tepanuu ctepouaamu, U1 TMA ¢ maHudecTanuell B paHHEM
JleTcTBe ([10 2-x 1eT). XapaKTepHOM 0COOEHHOCThIO IaHHOr0 BUJa TMA sBJisieTcs
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HEYYBCTBUTEJBHOCTb C KOMILJIEMEHT-0JIOKMPYIOLIEN Tepanuu (peluuBbl Ha
doHe JiedeHHUs 3KyJIM3yMaboM) U BbIpaxkeHHaAs1 IPOTEUHYPHUSI HePPOTHUUECKOTO
ypOBH4. B npeAcTaBieHHOM ciy4dae 3pPeKTUBHOCTb 3KyJIU3yMaba 006yca0BJIeHa
JIOCTOBEPHOM aKTHUBalUer KoMIyieMeHTa. Cpe/iv SKCTpapeHaJbHbIX CAMITOMOB
npu stoMm Buae TMA BcTpedaeTcd 3aJepXKa pas3BUTHSA, PACCTPOMCTBA
ayTUCTUYECKOTO CIIEKTPA, Npo6JsieMbl 06ydeHus. [loce TpaHcNaHTaLMU TOYKHU
JlaHHbIU BUJ TMA He peuuvBUpYET.
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