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ATUOWYHBI TEeMOJUTUKO-YPEMUUYECKUN CUHIAPOM
(aI'VC) — XpoHHUUYECKoe CUCTeMHoe 3a0ojeBaHue TeHeTH-
YeCcKO MPUPO/IbI, B OCHOBE KOTOPOTO JIEJKUT HEKOHTPOJI-
pyeMasi aKTUBAIUA aJbTePHATHUBHOTO HYTH KOMILIEMEH-
Ta, BeAylas K reHepaJnu30BaHHOMY TPOMO006pa30BaHUIO
B COCyIaxX MHUKPOIUPKYJIATOPHOTO pycsa. OCHOBHBIM
OpPraHOM-MUINIEHbI0 MHUKDPOAHTHUOMATUYECKOTO TPOMOO-
00pa3oBaHUA CJYsKAT IIOYKU, OJHAKO B Dsge CIAyUaeB
BO3MOJKHA TeHepajausarus TPOMOOTHUYECKON MUKpPOaH-
ruonatuu (TMA), mpuBogAIas K Pa3BUTHUIO IOJHOPTaH-
HOU WINTeMUMU ¢ KapTUHOIN MOJUOPTaHHON HEeL0CTATOUHO-
ctu. [Ipubausurensuo y 10—-20% 6oapubix al'VC HOCUT
ceMelHBIN XapaKTep U AUarHOCTHUPYEeTCA, M0 KpalHeil
Mepe, V OBYX UJIEHOB CeMbH. B TO Ke BpeMs HEOTSro-
IIeHHbIN ceMeNHbIM aHaMHe3 He MCKJIIOUYaeT BO3MOYKHO-
CTH TeHeTHYecKoil mepegauu 3aboseBanus. CyIecTByOT
ayTOCOMHO-IOMUHAHTHASA ¥ ayTOCOMHO-PeIlecCCuBHAA
dopwmbl Hacaenoanus al'YC. IIpu ayTocOMHO-TOMUHAHT-
HO¥i (popme al'VC B GOJBIIMHCTBE CIyuyaeB 3a00jeBaHIE
HauYMHAETCS BO B3POCJIOM BO3pacTe M MMeeT HebJaronpu-
ATHBI TporHo3. IIpm ayTocoOMHO-peliecCUBHOU (opme
al'VC nmebGroTupyeT B paHHEM [JEeTCKOM BO3pacTe, MMeEeT
PenuauBUPYIOIlee TeUeHNe U BHICOKYIO JIeTAJTbHOCTb.

Kpurepuamu nocranosku guaruaosa al'yY C aBiasoTcs:
1) oTcyTCTBUE acCOUMPOBAHHOTO 3a60I€BaAHMS; 2) OTCYT-
creue kpurepueB I'VC, cBasanmoro c¢ Illura-rokcuHOM
(mmoceB kajna u ITITP ma IITura-ToKCUHBI; CEPOTIOTUUECKOE
HCcJie[OBaHNe Ha aHTUJINUIIONOJNCcaXapuaHble aHTUTEA);
3) OTCyTCTBUE KPUTEPHEB TPOMOOTUUECKOI TPOMOOIIUTO-
neHudYecKoil mypnypsl (aktuBHOCTh ADAMTS13 chvIBO-
porku 6ostee 10% ).

HoBoii TepaneBTuyeckoii onmueii B meuennu al'yYC Bo
BCEM MUPE CETOAHSA CTAJIO IPUMeHeHe MOHOKJIOHATbHBIX
aHTUTEJ — WHTUOUTOPOB CHCTEMBI KOMILJIEMEHTA, KOTO-
pPBI€ TIO3BOJIAIOT OCTAHOBUTH HEKOHTPOJIUPYEMYIO aKTHBA-
U0 KOMILJIEMEHTA, TeM CAMBIM IIPEeJOTBPATUTh PA3BUTHE
HeoOpaTuUMbBIX ociokHeHuit al'YC u COXpaHUTH KU3HU

60JbHBIX . EAMHCTBEHHBIM IIPEACTABUTEIEM U3 3TOU IPyI-
B ABJISIETCA Hpenapart sKyausymab (Comupuc).

B macrosameit my6auKamuu OPUBEIEHO OMUCAHUE
CeMbH, B KOTOPOM JUArHOCTHUPOBAHLI TPH CJIydas 3aboJie-
Bauusa al'VYC (orer u 2 cubcea).

Manbuuk T. 2 ger 11 mec 3aboJies 0CTPO B BO3pac-
Te 6 mecamnes. Ha (poHe BAJOCTH, MHTOKCUKAIIMOHHO-
ro CHUHAPOMA, KAIlJA X HACMOPKA IOABUJIACH CYOHK-
TEPUYHOCTh KOMKHM, KOTOpas MOCTEIIeHHO HapacTajua, B
TaJbHeHIIeM IPUCOeIWHMIACHE MHOTOKpPATHAs pPBOTA.
Ilo TsasecTn cocToAHUS PeGEHOK TOCIUTAIN3NPOBAH B
He(pPOJIOTNUecKoe OTAeNeHNe NeTCKOM pecIyOInKaHCKOR
kauHu4Yeckoit 6oabpuUIE (IPKB) r. Kaszaunu. IIpu mocty-
ILJIEHNHW COCTOAHME pebfeHKa TAMKeIoe 3a CUeT ypeMudye-
CKO# MHTOKCUKAIINN, KEJITYIIIHOI'O ¥ TeMOPPArHUYeCKOro
CHUHIPOMOB. B 1a60paTOpPHBIX MOKAa3aTeNAX: aHEeMHUSI —
spurporutsl (Er) mo 2,5-1012/1, remormo6un (Hb) 50
r/a, TpoMOOIUTOIeHNA N0 36 ThIC, BRIPDA’KEHHBIN PeTH-
KYJIOIIMTO3, MOBLINIIEeHNEe OMINPYOUHA 3a CUET HeIPAMOHK
(paxmum, rumepasoTeMus 3a CUET IOBBINIEHUSA YPOBHS
MOUYEeBHUHBI A0 17 MMOJIB/J W KpeaTWHUHA KpPoBu 10 97
MKMOJIb/JI, TIOBBINIEHHBIN YPOBEHDb JIAKTATAETUAPOTEeHA-
3p1 (JIOT) mo 839,8 E/n. B aHammsax MoYuM — MHUKpOTe-
MaTypud u nporennypus. Yposeab ADAMTS13 B KpoBu
cocraBus 88% , UTO MO3BOJIUIO UCKJIIOUUTL TPOMOOTHAYE-
CKYIO0 TPOMOOIIUTOIIEHUUECKYIO IyPIypy. AHAIN3 KPOBU
Ha Illura-TOKCUH OTPUIlATENbHBIN, onmpeaenenue Illura-
TOKCHUHA B KaJie TeCT-TI0JIOCKOI — OTPUIATETHHO.

PebenKy BBICTaBJIEH AMATHO3: I'€MOJUTUKO-YPEMU-
yecKuil cuaapoM. IIpoBesieHo JeueHne: aHTUOAKTePUAThb-
Hasd, WHPY3MOHHAA U MOCUHAPOMHasA Tepanus. C Kiau-
HUKO-JTa00pPaTOPHBIM YyJyUllleHreM DeOeHOK BBITHCAH
momoii. ITocsie BBIIMCKM HaOJMOAAJNCA aMOyJaTOPHO ¥
nexuatpa-HedpoJiora.

ITepBrIil peuanUB Uepes MecsAll OoT fe6ioTa 3aboieBa-
HUSA — MOABUJUCH MHOTOKDAaTHAs PBOTA, *KUAKUMN CTYJI.
Pe6eHOK BHOBb I'OCIUTAJIU3UPOBAH B He(GPOJIOTHUUECKOE
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orpenenue [JPKB. B m1abopaTopHBIX MOKA3aTeNIsIX ABJE-
HUS MUKPOAHTHUOIATUYECKON reMOJUTUYECKON aHeMUu
(MATA) Takesnoii cremeHu, TPOMOOIUTOIEHUA A0 67
ThICc. IloJIOMKUTENbHBIE MapKepbl BHYTPUCOCYIUCTOTO
remosimsa: moswimierue JIAT' — 840,5 E/n, cHuKeHuUe
rantoriobuaa go 0,05 r/ma, cumkenume C3 dparmuu
KoMILIeMeHTa 00 33 MT/ai1. B 6moXuMuyecKoM aHainse
KPOBU: MeTabOoJUUYeCKUI ali03, IOBBIIIIEHNEe MOUYEBHU-
HBI 10 11,82 MMoJb/J, KpeaTuHUHA A0 83 MKMOJb/JI,
ounupyoun 45,9 MmEmoJsb/a, moBeitienue AJIT/ACT mo
40,4/123,7 E/n. Aututena ¥ daxtopy H cocraBuiu
61% , UTO IMO3BOJUJIO HUCKJIIOUATHL aHTUTEJIbHBLIN Bapu-
aut al'VC.

HacsegcTBeHHBIM aHaMHe3 OTArOINEH: y oTina B 14
Jer ObLI BhICTaBJeH auartos: I'YC, penumguBupyloiiee
TeueHure. B mocseayroiiem ObLI IepeaH BO B3POCIYIO CETh
U HaOJOJaJicsd TepaleBTaMU C AUArHO30M: IIapPOKCHU3-
ManbHasA HOouHAdA remoryoouuypus (ITHT). Ilpu obGcire-
moBauuu B 2015 r. xkuou ITHT ume Boigesen. B nacrosiiee
BpeMs COCTOUT Ha AUCIIAHCEPHOM yuere y HedpoJora c
muaraozom al'yVC.

YuurbiBasg periuIuBUPYIOIee TeueHUe U CeMeNHbBIN
aHaMHe3, Pe0eHKY BBICTABJIEH KJIMHUYECKUN JUATHO3:
Arunuunerit I'VC, cemeiinas popma.

Ha ¢oHe mnpoBOAMMOro JieUeHHS CaAMOUYYBCTBUE
pebeHKa yJayYINNJIOCh, HOPMAJM30BaJNCh II0Kas3aTe-
JUA a30THUCTBHIX IIJIAKOB, saBjaeHusa TMA KynupoBaHbI.
Brinucan momoi mop HaOJOfeHUe IIeauaTpa-uedposora
10 MEeCTy JKHUTeJbcTBa. B TeueHume 6 mecsleB peGeHOK
IBaKABI IJIAHOBO I'OCIIHUTAIN3NPOBAJICA B HedpoJoruue-
ckoe otgenenue [JPKB. IIpoBoamics KOHTPOJIb PEHANE-
HBIX (DYHKIUIH, MOJydYeHHbIe NAHHbIE B IIpeaeaax HOP-
MaJbHBIX 3HAUEHUIA.

Bropoii pertuaus 3a00JieBaHns BOSHUK uepes 7 Mecs-
1B II0CJIe TIePBOro pernuauBa. ¥ pebeHKAa BHOBb IMOABU-
JINCh MHOTOKPaATHASA PBOTA, BAJIOCTD, JKEJITYIITHOCTD KO-
HBIX IIOKPOBOB U CKJiep. BHOBbL 0TMeuanch IPOABICHUI
MATA, tpombGonuTonerus a0 41 Twic, moBeimienue JIAT
— 2047 E/n, camxkenne dpparnuum C3 KoMILIeMeHTa 0
80 wmr/ms, TOBBHINIEHWE KpeaTWHWHA KpoBU n0 384
MKMOJIb/JI 1 MOYEBHUHBI 10 37,3 MMOJIL/JI, OMINpPyOUHA
mo 42,5 mrmousn/a. Ilo TAMKeCTH COCTOAHUS DPEOEHOK
cpasy roCIUTAIN3NPOBAH B PeaHNMAI[MOHHOE OTeJIeHIe
OPKB. B ranHy0 roCIUTAJIN3aIlNI0 BO3HUKJIA HE00XOA1-
MOCTH B IPOBEIEHNN AUAIN3a: IPOBOAUINCH CEAHCHI ITPO-
rpaMMHOTrO remoauannsa Ne 9, miasmMaTepanuy — mepesn-
BaHUe cBeykesamMoposkeHHOI mnasmbl (C3II) Ne 6, spurpo-
IUTHON MAacChI, IOJyYaJ TaKyKe He(pPOIPOTEeKTUBHYIO 1
aHTMOAaKTepUaJbHYIO Tepanuio. Belmrcad JoMOIi B COCTO-
AHUN PEMUCCHUH O HaOII0AeHNne eauarpa-ued)posora.

Pe6GeHOK 3a0YHO KOHCYJLTHPOBAH COTPYAHUKA-
MU JEeTCKOIl T'OPOJCKON KJIMHUYECKON OOJBbHUIILI CB.
Bnagumupa r. MocKBa: yuMThIBasg BBICOKUII PUCK pas-
BUTHUSA peruanBoB 3aboeBanus al'yYC, BOBMOXKHOCTD pas-
BUTHA KU3HEYTPOKAIOIINX COCTOAHUNA HA (POHE XPOHMU-
YeCKOWl HEeKOHTPOJUPYEMON aKTHWBAIlMM KOMILJIEMEHTA,
a TaKiKe IIPOrpecCUpYIOIee CHIMKeHNe (PYHKIINI IOUYeK
BILUIOTH [0 PAa3BUTHUA TEPMUHAJILHON CTAAUM IIOYEUHON
HEeJ0CTATOUHOCTH, PeOEHKY IIPHU IIOCIEAYIOMEeM PeIluInBe
PEeKOMEH/I0OBAaHO Ha3HAUEeHNe dKyan3ymMada.

Tperuit penugue al'VC y pebeHKa BO3HHUK uepes

8 MecAlleB OT BTOPOIO penuAmBa. IIOSBUINCH 3KaI00BI
Ha PBOTY, IOBBHIIIEHNE TEMIEPAaTyphl Teja A0 (PeGpuib-
HBIX IU(]P, CHUMKEHNe IUuypesa, N3MeHeHNe IIBeTa MOUMN.
B ananuszax kposu: Er 2,21 -1012/1, Hb 61 r/x, TpomGo-
uutsl (Thr) 33 Thic, MoueBUHA 35 MMOJIB/JI, KPEATUHUH
259 mxmoab/a, AJIT/ACT 21,1/86,7 E/nx, noBbimenue
ypoBusa JIAT' mo 2642 Egx/n, ranrtoraobun 0,33 r/i.
B anasmmsax Mouu mporennypus g0 1,66 /i, makporema-
Typusi. IIpoBeneno 8 ceamcoB miasmarepanuu, 4 ceaHca
reMoauannsa. B cBA3YU ¢ COXPAHAIIUMUCA IIPU3HAKAMU
TMA u ABJI€HUAMU IIOYE€YHON HEIOCTATOYHOCTU OBLIO
MPUHATO PeIleHre O BBeAeHUN sKyausymada B mose 300
Mmr B peskume 1 pas B Hegento Ne 3 (MHAYKIIMOHHAA (hasa).
Ha (done Tepanuu sKyan3ymMadoM cOCTOsHIE peOeHKa cTa-
OMJIM3UPOBAIOCh. B majabHeHIIeM 1 110 HACTOSAIIee BpeMs
mpemnapar BBoauTcA B peskume 1 pas B 2 Hegeau. Ha doue
nmpueMa sKyJanusyMada peruauBOB He OTMEUeHO.

YV maapireit cecTpsl geboT 3ab0JieBaHMs B BO3pacTe
7 wmecanes. Ha (QoHe BsAIOCTH, COHJIUBOCTH, OECIIO-
KOIiCTBa, HOBLINIEHUS TeMIeparypsl Teaa mo 38,2 OC
MOABUJINCH IIOTEMHEHHE MOYM, MKTEePUUYHOCTH KOMKHBIX
IMOKPOBOB, PBOTA, OJUTypuUsi. PeOGeHOK TOCIUTAJIU3UPO-
BaH B Hedposoruueckoe otrgesnenue [IPKB. Cocrosuue
pebeHKa TsAMKeJIoe 3a CUeT NMPU3HAKOB IIOUYEUHOI HeI0-
CTATOUYHOCTH, T€MOJUTUUYECKON aHeMUr, TPOMOOI[UTOIIe-
Hun. O0BbEeKTUBHO: JeBOUYKA MaJIOAKTHUBHAA, KOXKA UKTe-
puunasg. OTeKr Ha JHIle U HA HUKHUX KOHEUHOCTSIX.
Ileuenb u cesieseHKa He yBeaudeHbI. [luypes — OJauUry-
pusa B TeueHHne CyTOK. B aHanmsax KpoBu: aHeMus — Er
no 3,7+1012/1, Hb 93 r/a, TpombomuTronenus 53 ThIC,
TOBBINIIEHVe OUINPYOMHA A0 74 MKMOJb/JI, TIOBBIIIIEHUE
a30TUCTHIX MIJIAKOB (KpeaTuHUH 68 MKMOJIb/JI, MOUYEeBUHA
6,2 mmouas/a), JIAT 2239 Ex/na, rantoraobun 0,05 r/i.
B anmanusax MOYM — IPOTEUHYPUSI, MUKPOreMaTyPUs.

B nmepuo rociuTanusaniu moaydalia JeueHne: mepe-
JUBaHNEe SPUTPOIMTHON Macchl, IaasMaTepanus (mepe-
nauBauue C3II Ne 8), anTmbarTeprasbHass U UHOY3UOH-
Had Tepanus. Ha ¢oHe IpoBOAUMOI Tepaluu COCTOSHIE
pebeHKa CTAaOMIN3UPOBAJIOCH, KYIUPOBAJICA KUIITEUHBIHN
CHUHJIPOM, aHEeMUs B JUHAMHKE He HapacTaJja, CTaOUIu-
3UpOBaJICA yPOBeHL TpPoMOOIUTOB 10 481 ThHIC, OAHAKO
COXpaHsJCA MOBBINIeHHbIN ypoBeHb JIIT' mo 848 Ex/a.
PeGeHok BbIMCAH AOMOU II0J HAOJOAeHUE IeauaTpa-
He(dpoJiora 1o MecTy KUTeJIbCTBA.

Taxum o6pasom, IpeAcTaBIeHHOE KJIWNHUYECKOE
HaboneHne aemMoHcTpupyeT passutue al'VYCa y Tpex
uyjgeHoB ceMbu. [[e6r0T 3a00JsieBaHUA ¥ OTIIAa OBLI B TOJ-
POCTKOBOM BoO3pacTe, a y aereii — B 6—7 mecsIes, 4TO
MMO3BOJISIET IMPEAMOJOMKUTh ¥ HUX ayTOCOMHO-PEeIleCCUB-
HBII TUI HacaemoBauusa. Tak xak B ocuose al'VC umeror
MeCTO TeHeTHUYecKue MyTanuu (HaKTOPOB, KOHTPOJIHUPY-
OIMUX aKTUBAIIUMI0 KOMILJIEMEHTa II0 aJbTePHATHBHOMY
Kackany, M uxX moaumMopdusM, AJs IMPOrHosa 3aboJeBa-
HUA Heo0XOAMMO I'eHeTHUecKoe rccjaenoBanre. B Halem
cJayuae BCEM UJIeHAM CeMbH B3SAT aHAJIN3 KPOBU HA T€HEeTH-
YyecKoe uccefoBaHue (pe3yabTaThl HaX0AATCA B pabore).
YuureiBasd, uTo y 60abHBIX al'VYC HabII01aeTCA ITIOCTOSH-
Hasd HeKOHTPOJIMPyeMas aKTUBal[ud KOMILJIEMEHTa, PUCK
PasBUTHUA BHE3AMMHBIX OCJIOKHEHNN COXPAHACTCSA HA IPO-
TAYKEHUU BCell JKUBHU, B CBA3U C 9TUM TaKUM MHallieHTaM
PEKOMEeHIyeTCs JOJTOCPOUHAS TepPalus S9KyIn3yMadoM.



