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ATUNUYHBIA TeMOJUTUKO-YPEMUYECKUN CUHIDPOM
(aI'VC) — kpaiiHe peakoe 3abojeBaHUe IIPOT'PECCUPYIO-
I[ero TeYeHWsi, B OCHOBE KOTOPOIrO JIEKUT HEKOHTPO-
JupyeMasi aKTHBAIUA aJbTePHATHUBHOTO IIYTU KOM-
IJIEMEHTA, BeAyINas K TeHepaJu30BAHHOMY TPOMGO06-
Pa30BaHUIO B COCYZAaX MHUKPOIMPKYJIATOPHOIO DPycJa.
B 60-70% cayuaeB al'VC accomuupoBaH ¢ MyTaiueil B
reHax, KOAUPYIOIIUX 0eIKK ¢ PYHKI[MeN peryIupoBaHus
(baxTopsr H, I, MeMOpaHOKO(AaKTOPHBIN IPOTENH, TPOM-
oomonyaun (CFH, CFI, MCP, THBD)) u akTuBupOoBaHUA
(dbaxTopsr B, C3 (CFB, C3)) anbTepHATUBHOTO IyTH KOM-
maeMeHTa miau BeipaboTkoii antu-CFH-auturen (AT) [1].
3a6oaeBaemocts al'YC cocraBiser B cpeauem 0,5 uein./1
muH Hacegenud B rog (0,1-0,11 wesn./1 MaH HaceaeHUs
B rox — y gereii muagmie 16—17 mer) [2]. OcHOBHBIM
OPraHOM-MUIIEHBIO MPU JAHHOM 3a00JIeBAaHWU CJIY KaT
MMOYKM, OAHAKO B PsAe CJIyuyaeB BO3MOJKHA MeHepamsa-
nua Tpomboruueckoit mukpoaunrmomatuu (TMA), mpu-
BOJAIIAS K PasBUTHUIO MTOJMOPTaHHON HEJOCTATOUYHOCTH
[3—5]. 9xcrpapenanvuble mpoaBiaenusa TMA BcTpeuatoT-
cay 19-38% mnamueHTOoB B TeueHUE MEPBBIX 6 Mec. OT
maHubecranuu 3aboseBanusa [6]. Juarunoctupyior al'yC
pU BBHISABJIEHUU cuUMITOMOKoMIIeKca TMA (Murpo-
anruomnarndeckas KymOc-HeraTuBHas TreMOJUTHYECKAS
aHeMusi, TPOMOOIIUTONIEHUS, OPraHHAA AUCHYHKIUA) U
HMCKJIIOUEHUH BCEX M3BECTHHIX 3a00JI€BAHUM U COCTOAHUM,
I KOTOPBHIX OH xapakxTtepeH [7, 8]. IIpu ecrecTBeHHOM
TeueHnU 3a6oaeBaHuA Iporuo3 al'yC He6IaronpuaTHbIN:
BBICOKA BEPOSTHOCTDH PEIUJUBOB, PASBUTUS TEPMUHAIb-
HOM IIOYEeYHOU HEeAOCTATOUYHOCTU, IIOTEPU IIOYEUHOTO
TpaHCIJIAHTATA Yy 2/5 HAIMeHTOB [3], JeTaIbHOro UCXo/a.

C mayazna 2000-x romoB GBLI JOCTUTHYT IIPOTPECC B
nouuManuyu naropusuosoruu al'YC u ero jieueHuu, 4TO
MIPUBEJI0O K IOABJIEHUIO dKyJm3ymaba — Ipemapara u3
rPYIIbl KOMILIeMeHT-uHrnoupyomux AT, mpeacrasieH-
HOr'0 PEKOMOWHAHTHBIM T'yYMAHU3UPOBAHHBIM MOHOKJIO-
HaabHBIM AT — ranma-ummysorsooynuaom (IgG2/4k),
6soKMpYyOIUM pacinerienne C5 KOMIIOHEHTa KOMILIe-
MeHTa, OBICTPO M CTAOUJIbHO HMHTUOUPYIOIMM 00paso-
BaHue aHapuiaoTokcuHa Cba m MeMOpaHOATAKYIOIIUX
KOMILJIEKCOB. IIpoBefeHHBIE MCCIENOBAHUS IIPOJEMOH-
CTPUPOBAJIU BHICOKYIO 3)(EeKTUBHOCTD IIperapara KakK y
nmereii, Tak u y B3pocyabix ¢ al'YC B Buje 0JJOKMPOBAHUSA
XPOHUYECKON HEKOHTPOJIUPYEMON aKTUBAIMU KOMILIE-
MeHTa, KYIUPOBAHUSA KJINHUKO-JIa00PaTOPHBIX IIPOSBIIE-
Huit TMA, y1ydiiieHusi/BoCCTaHOBIeHUA GYHKIIUY TTOUEK
[9, 10]. IlepBoe mpuMeHeHME dKyAn3yMada B Poccuiickoit
Denepanuu y narnueHTKy 2 eT gaTupoBano nronem 2012 r.

[11]. B 2019 r. Ha Tepputopuu PP 611 3aperucTPUPOBAH
HepBBIH 6H0aHAOT SKYAN3yMaba — mpenapat Dausapua®
(AO «I'EHEPUYM», Poccusi), OpoIIeaInii HeOOXOmau-
MBI KOMILJIEKC JOKJUHUYECKUX U KIMHUYECKUX HCCJIe-
JOBAHUU MAJIS MOATBEDPIKAECHUA €ro OMOaHaJOTUUYHOCTHU
opurnHaJIbHOMY mpemapary [12].

B macrosmieii myOauKauyu OPUBOAUTCA KINHUUE-
CKoe HaOJIofleHre, KOTOPOe WJLIIOCTPUPYET IEPBHIA B
Poccuu ONBIT YCIENIHOTO NpUMeHeHHs Iausapuu® y
narnuenTa B Boapacte 6 jet 4 mec ¢ al'VC.

Knunuuweckoe nabnrodenue

Anamvues yxusan: MaabuukK (8.01.2013 r.p.) or II Gepe-
MeHHOCTH, II camocTosATeNbHBIX POXOB Ha 39-i1 Hexele.
Bec mpu poskaerun 2 800 r, poct 50 cm. OreHKa 110 IITKaJIe
Amrap 7/8 6aytoB. BakimHupoBaH mo KasieHaapio. PamHee
pasBuTtue 6e3 ocobennocreii. Ha «Jl» ydere He coCcTOHUT.

Amnamues 3abosieBanus: B Bospacte 6 et 4 mec. uepes
2 IHsS TocJjie PeBAKIMHAIIUN JKUBOM aTTEeHYWPOBAHHOM
BaKIMHON mpoTuB Kpacuyxu (27.03.19 r.) ormeueHbI
60JIb B TOpJIe, TOBBIIIIEHNE TEeMIEPAaTyphl Tesia. Pe6GeHOK
OBLJI OCMOTPEH IeIuaTpoM, HadHAYeHa CUMIITOMAaTHUYE-
CKasd Tepamus IO IOBOAY auarsocrtuposamuoro OP3,
dapunrura. Croycrss 3 CyTOK B CBSA3H C COXPAHSIOIIEH-
ca auxopankoit 1o 38 °C MaJbUMK TOBTOPHO OCMOTPEH
neguatpom (01.04.19 r.), HasHaueHa aHTHMOAKTEPUAJIb-
Had Tepanud (aMOKcCHUIMIIUH) — 0e3 sdhderTa, ¢ pas-
BUTHEM QJJIEPIUYECKON PEeaKI[UH 10 TUIY KPAllMBHUIILI
(04.04.19 r.). B cBsA3u ¢ mpucoeqUHEHUEM IUCIIEIICU-
YeCKUX PacCTpoMcTB B Buae PBOTHI g0 8 pas 08.04.19 r.
pebeHOK AoCTaBJIeH CKOPOUM MEIUIIMHCKOM IIOMOIILIO B
BY3 BO «Bomorozckas obsacTHas MHPEKIITMOHHAA 00JIb-
HUIIA» C JUArHO30M «O0CTpas KullleyHasa nHpernus» . [Ipu
o0cJie[OBaHUY BBISBJIEHBI Hapacramolasa anemMus (remo-
riobud 110—74 r/x1), hparMeHTHPOBAaHHBIE 9PUTPOITUTHI
(IIM30IUTEI) B MasKe KPOBU «+», TPOMOOIMTOIEHUS
(82—28+109/1), TeHKOIMUTO3 CO CABUIOM JeHKoIuTap-
HOIt (opmynasl BiaeBo (nefikomursl 16,2+109/1, mera-
muegonuTsl 6 %, mumemonuTbl 12%, mamouKosimepHBIE
HetiTpoduast 1% , cerMmeHTOAAEPHBIE HEHTPODMIEI 54% ),
noeimieare COD (51 mM/4), runmepasoreMus (MOUeBUHA
24 mmonab/n, kpeaTuHuH 101 MKMOJIB/JI), TUIEPOUIU-
pybunemus (o0Imuii OUINPYOWH/HENPAMON OMINDPYOUH
50/41,8 MmKMoJb/ 1), iporennypusd (2,99 r/mx), makpore-
marypusd. IIpoBoguINCh OpaIbHAs PEeruapaTanus, nHPy-
3MOHHAs, IPOKUHEeTHYECKas: (METOKJIONMPaMUI), aHTUKO-
aryJaAaHTHas (rermapuH HATPUs) TePaus.

ITo Tssxectu cocrosuusa 11.04.19 r. peGeHOK Iepe-
BelleH B OT[eJieHMe PeaHuMAallui U WHTEHCUBHOU Tepa-



nuu BY3 BO «Bosorogckas ob0igacTHass KJINHUYECKAS
6osbHUIa». IIpu TIepeBofe COCTOAHME DPACIEHEHO KaK
TsKesoe. Pe6GeHOK OBII B CO3HAHWU, oOparaau Ha cebs
BHUMAHNE WMKTEPUYHOCTH KOMKHOI'O IIOKPOBA U CKJIED,
reMopparuyecKuii CMHAPOM (IleTexrajbHasd ChIIb HA IIee,
rpyau, KOHEUHOCTSAX), CHUKEHUE MBIIIEYHOTO TOHYCA,
raxukapauda (UCC mo 136 ya/Mum), MakKporeMaTypus Ha
doHe coxpaHHOTO AMypesa. IIpu o6cienoBaHNU BBIABIIE-
vel npusdHaku TMA B Bume KymOc-HeraTuBHONI aHeMUU
(remorsobuHe 73 T/J, MWIKUBOIMUTO3 ++, PETUKYJIOIUTHI
29% , makrargeruaporenesa (JIOAT) 2407 Ex/n (Hopma
120-300 Eg/m), ramrornobuu O r/a (mopma 0,9-3,16
r/mn)), TpombonuToneruu (110-109/x1), rumepaszoreMun
(moueBuHa 23,3 MMOJb/J1, KpeaTuHuH 110 MKMOJb/1),
a Tak/Ke ompefenanuch nmorpebiaerHne C3 KoMIIeMeHTa
(56,2 mr/mn upu Hopme 90-180 Mr/mi), TOBBIIIEHUE
I-mumepa (3,4 Mr/mi npu Hopme 0—0,5 MKr/MiI), Ipo-
reunypusa (2,6 r/ma), makporemarypus. Ilo ranasiv Y31
napeHxuma nouex aud@ysHo usMeHeHa, PeHAJTbHBIA KPO-
BoTOK obenuen. Ha OKT perucrpupoBasiach TaXUKapAUI
mo 130 ya/muH.

B panpHeiimeM mpu AUHAMHUYECKOM HAOJIOJeHUU
obOparaiu Ha cebsAa BHUMAHUE dIU30bI IOBTOPHOTO CHU-
JKeHus 3HaueHU# remoryiobuna (84—104—86—72—100
r/n) ¢ HapactanueM musonurosda (20%), morpebieHusa
rpoM6oruToB (30—8—6—27—100—55+109/1), HOBLI-
menua JIAT' (2407—-3260—2787—1833—1908 Ex/xa),
nporennypus (2,9—4,0 r/in), MUKpOTEMaTypu.

IIpoBogmiack guddepeHIuAIbHAS TUATHOCTUKA
C UMMYHHBIMU TeMOJUTHYECKUMU aHemMuaMu (mpoba
Kym6ca u anTumspurporurapasie AT oTpumareibHbIe),
runuuHbiM ['VC (aHamu3 Kajga HA KUAIIEYHYI0 TPYIIIY —
E. coli: sHTepOTIaTOTEHHAA, SHTEPOTOKCUTEHHA, Y9HTEPO-
remopparuueckasn; Shigella dysenteriae, Salmonella spp.,
Yersinia enterocolitica) m ycJI0BHO-TIATOTEHHYIO (hJIOpy
(mpeacraButenu ponoB Klebsiella, Enterobacter, Hafnia,
Serratia, Proteus, Morganella, Providecia, Citrobacter
u ap. — orpunareiabHbie), ['VC, acconmumpoBaHHBIM C
JedeKTHBIM MeTaboau3MoM KobanamMuHa (BUTaMHuH Bi,,
roMonucTenH, dhoareBas KUCJIOTa B Ipeaeiax pedepeHc-
HBIX 3HAUEHWUIT), TPOMOOTHMUECKOH TPOMOOIIUTOIEHUYUE-
ckoit mypmypoit (TTII) (aKTUBHOCTH METAJJIOIPOTEA3hI
ADAMTS13 — 105%), nundpexnuamu (remopparudeckas
JIUXOpaJKa C IOYEeUHBIM CHUHAPOMOM, JIENTOCIUPO3,
Bupyc dmuirreitna—bBapp, UTOMEraJoBUpPyC, BUPYC IIPO-
CTOr0 reparmeca — OTPUIaTeIbHbIE).

B oTpeneHuMM NPUMEHANIUCH WH(PYSUOHHAS, AHTU-
bakTepuanbHasa (medTpuarcom),
(HagpomapuH KaJbliud), TUIOTeH3WBHaA (HU(DEIUNUH,

AHTUKOAryJAHTHAA

KaITOIIPUJI) Tepanus, KoppeKnusa anemun (Tpancdysuu
SPUTPOIUTHON B3Becu Ne 6), miaasmorepanusa (TpaHC-
dysuu ceerxesamoposkenHoi miaasmbl (C3II) us pacuera
20 ma/xr/cyt Ne 7, BBICOKOOOBEMHBIE IIJIa3MOOOMEHBI
Ne 6). IOBamxagel mociie miasmoo6menoB (23.04.19 r.,
25.04.19 r.) ucmoabszoBajiach IMYyJbC-TEPANUA METUJI-
npenau3oaoHoM B node 20 mr/kr. Tpanchysum C3II ot
22.04.19 1. 1 26.04.19 r. OCJIO}XHATNUCH KPATTUBHUIIEH.
CiiemyeT MOQYEPKHYTH, YTO HECMOTPS HA IIPOBOIU-
MYIO Tepamuio, COXPaHsaicsa cuMmnromokomiuieke TMA B
BUJle MUKPOAHTHOMATUUYECKOr0 TeMoJu3a (reMorJio0nH
80—105—96 r/m, musonurbl 7-11%, PEeTUKYIOIUTHI
mo 230%), 6-kparHoro mosbimenua JIAT (1974 Ex/i),
morpebaerns TpombornuTos (185—108—38—51+109/1),

HEOJIUT'YPUUYECKOT0 OCTPOr0 IIOYEYHOTO IOBPEXKe-
uua (OIIIl) (moueBmHa 22,9 MMOJBL/J, KpeaTHHUH 83
MKMOJb/J), mporennypuu (4,0 r/i1), MUKpOTeMaTypuu
(spuTtponiuTsl B Moue 10—14 B moJsie 3peHu).

Takum 06pasoM, aHAMHECTUUYECKUEe JaHHbIe (CBA3b C
BaKIMHAI[KEN, OTCYTCTBUE JUaPeHHOr0 IPOAPOMa), IUHA-
MUuKa J1abopaTOPHBIX IOKasarejell (IIOBTOPHBIE BOJIHBI
remMoJin3a ¥ SNU30ALI MOTpPebJieHus TPOMOOI[UTOB), a
TaKiKe ucKIoueHne aApyrux dopm TMA mosBosmin ycra-
HOBUTH y pebenka auaruaod «al'YC». HecmoTpsa Ha mpo-
BelleHNe PeryasapHbIX IaadmMoodoMeHoB/unpysuit C3II,
AHTUKOATYJSAHTHON U CUMIITOMATUYECKON TePanu, KJIU-
HUKO-J1abopaTopHasa akTusHOCTs TMA coxpausiyach.

s nanbHeNIero JjeueHns v ONPeeIeHUS TAKTUKI
Begmenua 27.04.19 r. peGeHoK ObLT mepeBefeH B LleHTp
TPaBUTAIMOHHOM XUPYPrUU KPoBU u remoguaiunsa 'BY3
OT'KB cB. Bragumupa B r. MockBa.

IIpu moctymieHuu — KaJoOBI Ha C€JIabOCTb, TOJIO-
BOKpY:KeHUe. Ts)KecTh cocTOAHUA ObliIa OO0YCJIOBJIEHA
BBIPAYKEHHBIM 1[ePe6pPOacTeHNUYEeCKUM CUHAPOMOM U CHH-
apoMoM remojusa. IIpy ocMOTpe IPU3HAKOB THIIEPTH-
apaTanuu He ObLIO, BBISBJIEHBI UKTEPUUYHOCTH KOXKHO-
ro MOKPOBA M CKJIEP, 9KXWMO3bl DPA3JUYHON CTENeHU
paspelienus, traxukapauda go 150 ya/mMuH, aprepuaib-
Haa runeprensua (Al 120/92 mwm pr. ct.). ITo ganHEBEIM
JabopaTopHOTro o0OcjemoBaHuA, COXpaHAauch KymoOc-
HeraTuBHas aHeMus (remorsiooua 96 r/ia), TpoMGOIUTO-
merusa (70-109/1), 8-xparHoe mosnimenue JIAT (2300
En/n), ymepeHHO BBIpakeHHad asoTeMusa (MoueBUHA
23 mmoiab/n, KpeaTwHuH 70 MKMOJIBL/J), THUIEPOUIU-
pyounemMusa (00Ul OGUANPYOWH/HENPAMOH OUINPYOUH
29,2/25,3 MKMOJIB/JT) ¢ HEOOJIBIIINM OBBIIIIEHUEM TPaHC-
amuuas (AJIT 67,4 Ex/n, ACT 111 Ex/n), noBbiiieHne
I-mumepa (690 HT /M), pPACTBOPUMBIX (DMOPUH-MOHOMED-
HBIX KoMILJIeKcoB (6 Mr% mpu Hopme 0—4 mr% ), yaauHe-
Hue arperanuu Tpom6oruToB (>60 ¢ mpu Hopme 14—-18 ¢,
nporennypusa (3,8 r/i), MUKpPOTEMATyPUA (9PUTPOITUTHI
B Moue 0 14—16 B mmoste 3penus). [luypes 6611 cCOXpaHeH.
Ilo maHHBIM WHCTPYMEHTAJbHOTO O0CJIEeIOBAHUS, OIpe-
IeJieHbl CUHYCOBas TaxuKapausa mo 158 ya/mMuH, oTek
MUOKapja JIeBOTO JKeJIyJouKa 0e3 HapylleHusa GpaKIiiuu
BbiOpoca (91%), mpusHaKM OMJIMAPHOrO CcJaaaKa, HOP-
MaJIbHBIe JUHENHBbIe pasMephl mouek (mpaBasg — 81x36
MM, mapeaxuma 13 Mm; jgeBas — 83x35 MM, mapeHXuUMa
15 MM) ¢ HEBBIPAYKEHHBIM HEPABHOMEPHBIM IIOBBIIIIEHUEM
9XOTeHHOCTY IaPEHXUMBbI, 00eJHeHe PEHAJBbHOTO KPOBO-
TOKAa B KOPTHUKAIBLHOM CJIO€, moBbIIIeHue V.. 10 0,9 m/c
NIPU TEHIEHIUW K IOBBLIIIEHWIO PEe3UCTUBHOIO HHIEKCA
1o 0,8, BEIpasKeHHbIE «MHTEPCTUINAIbHLIE 3alafeHus» ,
HEPOBHBI KOHTYDP CIEKTpPa Ha KPYIHBIX apTepusix ¢
COXpaHEeHNeM BEHO3HOT'O OTTOKA.

B Teuenme 3 CyTOK IPOBOAMJIACH ILIA3MOTEPANNA B
pexume e)kemHeBHBIX TpaHchysuit C3II mus pacuera 20
MJI/KT Ha WHOQY3U, KOTOPBHIE OCIOKHAJINCH AJJIepPTU-
YECKMMU PEeaKIUsIMU, UTO MOTPeGOBAJIO BHYTPUBEHHOTO
BBEJEHUS AHTUTUCTAMUHHBIX IPENapaToB MW KOPTUKO-
crepouoB. IlapasielbHO OCYII[ECTBJIANIACH TeIaTOIIPO-
TeKTOpHaA (ypPCoae30KCUX0JeBasd KUCJIOTa), TUIOTEH-
3uBHaA (OMCOIIPOJIOJ), AHTUKOATYIAHTHAA (HaIAPOIapuH
Kaapnud) Tepanuda. Ilo mapakJImHUYECKUM TaHHBIM,
COXPAHAJNCh MUKDOAHTHOIATUYECKUN reMoaus (remo-
raobur 96—52—99—-89 r/x,
tpombonuronesusa (70—43—143—116-109/x), moBsI-

mus3onuTod 3—12%),
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menwue JIAT' (2300—2325—2141 Ex/n), HO a30TOBBI-
IenuTesNbHAA (PYHKINA TOUYEK HECKOJBbKO YJIYUIINIach
(moueBuna 23,1—14,5—14,7 w~moab/J,
72—41,7—-63,9—59,9 MKMOJIBb/JT).

Bce BBIMIEN3/I0;KeHHOE CBUAETEIBCTBOBAJIO O DPE3U-

KpeaTuHUH

CTEHTHOCTH IaI[MeHTa K [JIa3MOTepalni, TaK KaK OHA He
npuBesa K Kynuposauuio TMA. Kpome Toro, Tpanchysuu
C3II ocIoKHAINCH ajliepruuecKoii peaxiueii. Ilpu sTom
reuenrie al'yYC CONMPOBOXKAAJIOCH HE TOJHKO DPA3BUTHEM
OIIIl, HO ¥ NPUCOEAVHEHUEM SKCTPAPEHANBHBIX MPOSB-
JIEHU# B BUJe TTOPasKeHUs cepala. B cBsa3u ¢ sTum ObLIO
NPUHATO pellleHre 00 MHUIUAINY KOMILJIeMEeHT-UHI0u-
pyIOIIeli Tepanuu.

30.04.19 r. mposegena 1-a undysus Dausapuu®
(MHH: skynausymab) B mose 600 mr, 7.05.19 r. — 2-a
uHbysua npenapara B gosze 300 Mr BHYTPUBEHHO, B
mocaenyoieMm — mo 300 mMr Kaxkable 2 Hemeau. B pamkax
mpoToKoja Jeuenusa Ha 9-e cyrku (8.05.19 r.) or Haua-
Jia TApreTHOM Tepanmy MpPOBeJeHa BaKI[UHAIUAS IIPOTUB
MEHUWHTOKOKKOBOU U THEBMOKOKKOBOU nH(peKuii. [Tocae
cTapTa KOMILIEeMEeHT-UWHTUOUpPYIoieil Tepanuu pebeHOK
cTaJl aKTUBHEe, UCUYE3JIN yKajJo0bl HA TOJIOBOKPYIKEHUE U
0011yI0 €aboCcTh, MOCTEIEHHO PA3PEeIINJINCh MUKDPOAH-
ruonaTudYecKuii remosiu3 (remoraobusn 72—80—89—-92
r/a, JIAT' 1365—844—704—574—460 Ex/n) u OIIIL
(moueBuna 12,5—7,9—8—-4,8 MMO0Jb/JI, KpPEaTHUHUH
59,9—55,1—-49,5—32,9 MKMO0JIb/JI), HOPMAJIHU30BaJIOCH
uyncao TpombonnuTos (116—251—209—257—241+109/1),
yMeHbIIuIach mporenuypud (3,8—0,65—0,2 r/i1), ucues-
JIN BKCTpapeHasbHbIe IpoaBiaeHus al'VC. [[nuTeabHOCTH
aHeMUHU cocTaBujaa 38 CYTOK, TpomOoluTomeHuum — 24
cyTOK (YpOBeHb TPOMOOI[MTOB HOPMAJIMU30BajCsI Ha 4-e
CYTKH JledeHUA IpenaparoM Dirusapua®), azoremun — 19
CYTOK.

IIpu BeImucke u3 crammonapa (22.05.19 r.) kiaum-
HUKO-JIabopaTopHble mpusHaku TMA ObIIN MTOJHOCTHIO
KynupoBaHsI (remoryiobun 124 r/a, JIAT 201 Ex/a, Tpom-
GoruTer 242 + 109/11, MoueBuHa 4,9 MMOJIb/JI, KpeaTHHUH
32,9 MKMOJIb/JI, CKOPOCTh KJIYOOUKOBOM (PUIBTPAIMU C
ucnoab3oBanuem «bedside» dopmyasr IlIBapiia (pCK®P)
23 mu/mun/1,73 M2, nporenrypus 100 Mr/cyT), ZOCTUT-
HyTa HOPMOTeH3usd. [IPU3HAKOB TUIIEPTUAPATAIMU HET.
ITo opramam — 6e3 ocobGemHocTeit. CyTOUHBIH AMypes3
1200 ma, moua cBersas. Ilo gamuabiM Y3V, mpusHAKOB
OTeKa MUOKapAa U OMJINapHOro CJIaAKa He 00HAPYIKEeHO.
Brinucan B CTa0UJIBHOM COCTOSTHUM.

B pesysbrare cekBeHMpoBaHUA dK30Ma (Sure Select
Focused Exome) MeTOJOM CEKBEHUPOBAHUS CJIELYIOIIEr0
nokosienusd (NGS) ma mnardopme Illumina Hi Seq 2500,
3.08.19 r. 06wt mpoBemen amasusd 6osee 6000 renos,
BKJIIOUAsI PACIIMPEHHBIN CIEKTP I'eHOB, aCCOIMUPOBAH-
veix c al'VC: CD46,CFB,CFH,CFHRI,CFHR2,CFHR3,
CFHR4,CFHR5, CFI, DGKE, PIGA, THBD, HF1, HUS,
ARMD4, FHR3, HLF4, CFHL3, FHR1, HFL1, CFHLI,
MCP,FI,ARMDI13, BF, GBG,ARMDI14,CFBD, NPHS7,
ARMDY9, THRM, THPHI12, ADAMTSI13, C3, coraac-
HO IIPOTOKOJIAM, PEKOMEHJOBAHHBIM IIPOU3BOAUTEJIEM.
AHHOTanMs MyTanuil ¥ UX MATOTeHHOCTh IIPEJCKAa3biBa-
such corsacuo Crauzapram u PykoBoncTBy, paspaboTan-
HeIM ACMG, AMP u CAP s uHTEepIpeTanuu MyTaluii,
MOJIYYEHHBIX C IIOMOIIBIO CeKBeHUPOBaHUs. KoanuecTBo
KOIIUHA MyTaIli U IUTOTeHETUUECKIE IIEPECTAHOBKY OCY-

mecTBaAau ¢ nomoinkio CNVkit. B pesysbrare mpose-
IeHHOro aHajam3a Ha xpomocome 9 B reme ADAMTSI3
BeIsgBieHa myTtanusa ¢.1016C>G (p.Thr339Arg) B rere-
PO3UTOTHOM COCTOSHNY (HECHMHOHUMMWYHAA 3aMeHa B 9-M
9K30He), onpegenasemasd mo kpurepuam ACMG (American
College of Medical Genetics and Genomics) Kak BEpOSATHO
natorenHas (Likely pathogenic). Ilonynanmonuasa yacto-
Ta maHHOW myrtanuu cocrasiaser 0,26% , B pocCcUICKOI
nonyasaiuu — 0,25% .Taxk:ke Ha xpomocome 1 BBIABIIE-
Ha rereposuroTHas Mukrpogeaernus 1931.3(196743721-
196801783)x1 mporasxkeHHOCTHI0O 58 063 mapbl HYKJ€O-
TUAOB, comepakaiasa reabl CFHRI u CFHRS.

HeoxxuganHoT HAXOAKOU IIPU MOJIEKYJIAPHO-TEHETH -
YeCKOM 00CJie[OBAaHUY HAIIEro MallleHTa SBUJIACh MyTa-
nus B reie ADAMTS13. IaBeCcTHO, UTO B TOMO3UT'OTHOM
¥ KOMIIAyH/-TeTePO3UTOTHOM COCTOAHUN MYTAIlUU B I'eHe
ADAMTS13 MoTyT IPUBOAUTE K PA3BUTHUIO BPOYKIEHHOMN
dopmer TTII (OMIM 274150). Ilpu NGS myranum Bo
BTOpOM aJjiiesne rena ADAMTSI13 He BbISIBJIEHBI. ITO He
WCKJIIOUAeT HAJIUYUSA B 9TOM I'eHe BTOPOT'O IIATOMeHHOI'O
BapMaHTa, IMOCKOJBKY HCCJIELOBAHHBIA TI'eH MOI OBITH
IIPOYUTAH HEIIOJHOCTBIO M3-32 TEXHUUECKUX OTrpaHuuYe-
Huit Meroma cekBeHupoBanusd. Oguaxo TTII B Haiem
HaOJIIOJeHNN HCKJIIUEeHA, TaK KaK B IIePUOJ, PA3BUTUA
al'VC axTuBHOCTE ADAMTS13 cocrasuna >10% u maas-
MoTepanus He npuBesa K KynupoBaHuio TMA. Onucanuii
B JUTepaType reHerudyeckux mamenenuit ADAMTSI3 y
nanuenToB ¢ al'VYC HaMmu He HalifieHo. B mocyieqnee Bpems
MOSIBJISIIOTCS JJAHHBIE O BO3MOYKHOM YUaCTHUU B TATOTeHEe3e
al'VC He TOJIBKO [TATOJIOTUY B CHCTEME KOMILJIEMEHTa, HO
u remocrasa. QueBUAHO, UTO TeHeTUUECKUE TedeKThI KaK
CHCTeMBbI KOMILJIEMEHTA, TaK 1 JPYTUX (PaKTOPOB, UI'PAIO-
X BAKHYIO POJIb B IIPOIleCCaX MUKPOIMPKYJIATOPHOTO
TpoMmboobpasoBanud (ADAMTS13), TakiKe MOTYT OKa3bI-
BaThb BJWAHNE Ha pasBUTHe U Iporpeccuposanne TMA.
OpxgHako B HarreM Habogenun morpedieane ADAMTS13
He OBLIO, TaK KaK YPOBEHb aKTUBHOCTU METAJLJIOIPOTEA-
3BI COOTBETCTBOBAJ Pe(DePEeHCHBIM 3HAUCHUAM.

Cxosxasa mukpogenenus CFHRI u CFHRS3, onucas-
Hasd B HaIleM HaOJ0[eHn, ObljIa IpecTaBIeHa B pabore
P.F. Zipfeletal. 8 2007 r. [13]. Ona accomumpoBaHa
¢ puckom pasButus al'VC, 00ycCJIOBJIEHHOTO BBIPaOOT-
koit AT k¥ CFH, xKoTopble IpenATCTBYIOT CBA3BIBAHUIO
CFH c C3b u moBepXHOCTHIO 9HIOTEINATBHBIX KJIETOK,
CIOCOOCTBYSI HAPYIIEHWI0 aKTUBAIIUKN AJbTEPHATUBHOTO
nytu kommieMeHnta [14]. IIpu romosurorHom BapuaHTe
aToll mesenuu B KpoBu manueHToB ¢ al'VC orcyTcTBy-
tor CFHRI u CFHR3. Huskuii ypoBeHb B KPOBU 0OeJi-
koB CFHR1 u CFHR3 ompezensercsa npu IeTepO3UTOT-
HOM BapuaHTe JeJIel[Uu, KOTOPAas uMeJsia MeCTO B HallleM
HaOmonennu. OLHO3HAYHO CKAa3aTh, ABUJACH JIU JaHHAA
MUKPOIIEPECTPONKA HIPUUYNHON (POPMUPOBAHUA KJINHN-
yecKoro GeHOTUIIA, He IPEICTABIAETCA BOSMOYKHBIM, TaK
KaK OHa MOYKET BCTPEeUYaThCA U Y 3J0POBBIX Jifofeil. Taxike
UL TIOATBEPIKACHUS AHTUTEJIbHON HPUPOABI 3aboJieBa-
Hug HeoboxoauM KoHTposib AT k CFH, xKoTopsIit B HACTOA-
I1ee BpeMs He JocTyneH B PD.

Takum o0OpasoM, IpeAcTaBIeHHOe HAOJIIOJEHUE
WJLIIOCTPUPYET BBICOKYIO 3(G(PEeKTUBHOCTH IIpemapara
Onuzapusa® (srynmsymad), BBOJUMOTO B BO3PACTHBIX
[IOBUPOBKAX IIPU JIEYEHUN KOMILIEMEHT-0I0CPeJOBAHHON
TMA. Huaruos al'VC y miasmMope3nCcTeHTHOTO HaIueHTa



He BBI3BIBAJ COMHEHWN M OBLI OCHOBAH HA KJacCHUue-
cKoM cuMnToMoKoMmIiekce TMA ¢ sKcTpapeHaJIbHBIMU
MIPOABJIEHUAMU, IJIUTEIbHBIM IeéMOJN30M, MOBTOPHBIMU
AMU30JaMU TOTPEOJeHUS TPOMOOIUTOB U IOATBEPIKAEH
remeruyeckuM mpoduieMm obcaenyemoro. Oco6eHHOCTHIO
NaHHOIO cJyduas SIBJSIOTCA IMpeobJaflaHue BHIPAYKEHHO-
CTH TIeMaTOJIOTUYECKUX IPOSBJICHUN HAJ MOPaKeHUeM
MOYEK C IMOCJENYIOIUM OBICTPHIM BOCCTAHOBJIEHUEM WX
dyuriuu, saaunune mukponenenuu CFHRI u CFHR3, a
TakJKe BbIsIBJIeHUe MmyTtanuu B rene ADAMTS13, akTus-
HOCTh KOTOPOI He ObLIa HuKe ped)ePEeHCHBIX 3HAUCHUM.
TlosyueHHas AUHAMUKA CTA0OMIN3AIUU COCTOSTHUS AU~
€HTA C MOJHBLIM KYIUPOBAHUEM KJNHUKO-Ia00PaTOPHBIX
npusnakos TMA Ha (poHe IpUMeHEHUs KOMILJIEMEHT-
MHTHOUPYIOIeil Tepanny IpernapaToM Diamuzapua® (sry-
nu3yma0) elre pas MOATBEPANJIA MPaBUJIbHOCTb YCTAHOB-
JIEHHOT'O IUarHosa.
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