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CeMeitHblt ATUMMYHbI TEMONMTMKO-YPEMMYECKUI CMHAPOM: MCTOPMS OfIHOM CeMbM Habnionenus 13 npaktk

Pesrome

Aryununeiii remoAuTHKO-ypemudeckuii cuHAPoM (al'YC) — 310 peAkoe KOMIIAEMEHT-0II0CPEAOBAHHOE
>KH3Heyrpoxkaroiiee 3a6oaeBaHue, OTHOCAIIEECH K rpymie TpomboTrdeckux mukpoanruonaruii (TMA).
B macrosamee Bpema uzsectHo ceeime 400 Myranmii reHOB, KOAUPYOmHX 6esxkn kommaemeHnTta. B 20%
CAy4JaeB AMarHOCTHpPYroTCA cemerinnie (popmer al'YC. Ha aoaro myramuii rena C3 npuxoanrcsa ot 4 Ao 10%
cayuaes. IIpeacraBaeHHOE KAMHMUYECKOE HAOArOA€HHME AeMOHCTpupyeT passurue al'YC y Tpex useHOB
cembH (OTLA U 2 A€Tel), YTO CBUAETEABCTBYET 00 ayTOCOMHO-AOMUHAHTHOM THIIE HACA€AOBaHU:A 3a60Ae-
BaHuA. KAMHIUeCKHIT AMAarHO3 GBIA IIOAKPEIIACH PE3YABTATAMU I€HETHYECKOI0 MCCACAOBAHUA CHUCTEMBI
KOMIIAEMEHTA, UACHTH(HUIIPOBaBIIero myranuio rema C3-kommnonenra kommaemenrta (p.Ile1157Thr)
y ceiHa. Bospacr peasusarmuu al'YC pasandasca B mpeaesax ceMbH. Y oTIIa Ae0roT 3a00aeBanmA B 12 aer,
ay AeTeil — B IpyAHOM (y CbIHa B 6 Mec., AouepH — B 7 Mec.) Bo3pacre. B npeacraBaeHHOM HabAroAeHUH
0COOEHHOCTBIO TeUeHNA OOAE€3HH Y BCEX YUACHOB CEMBH ABUAOCH PA3BUTHE KAACCHYECKOTO CHMIITOMOKOM-
maexca al'YC Ge3 skcTpapeHaAbHBIX CHMIITOMOB. TDKeCTh KAMHUYECKUX IPOABACHHI PA3ANYAAACH CPEAH
YAEHOB CEMBH: OTEIl MMeA 3 SIIHM30Aa AKTHBHOCTH KOMIIA€MEHT-0110cpeAoBanHoil TMA, cous — 1, a cbIH —
5. ITpu 3TOM y OTIIa M AOYEPH BBIPAXKEHHOCTh TeMaToAormdeckux nposasaeHnid al'YC nmpeo6aasasa HaA
BBIPA’KEHHOCTBIO He(PPOAOTUUIECKHUX. Y ChIHA TOABKO B IEPBBIX 2 3IIN30AAX THKECTb 3a00AeBaHNA ObIAa
00yCAOBA€HA BBIPAYKEHHOCTBIO FEMOAH32, IIPEOOAAAABIIIETO HAA OCTAABHBIMU cumirromamu TMA, a npu
IOCACAYIOIIUX PELUAUBAX — PA3BUTHEM AMAAU3-3aBHCUMOI IOYEUHOI HEAOCTATOYHOCTHU. Bee uaeHBI
ceMbU OBIAY ITAA3MOYYBCTBUTEABHBIMH. IIpoBeAeHIE KOMITAEMEHT-0AOKUPYIOLIEH Tepanuu (IKyAu3yMad)
y A€Teil M03BOAUAO AOCTUTHYTH pemuccuu al'YC ¢ 110AHBIM BOCCTAHOBACHHEM (PYHKIIHH IIOYEK.

Abstract

Atypical hemolytic uremic syndrome (aHUS) is a rare complement-mediated life-threatening disease
belonging to the group of thrombotic microangiopathies (TMA). Curtently, over 400 mutations in the genes
encoding complement proteins are known. In 20% of cases, familial forms of aHUS are diagnosed. C3
mutations account for 4 to 10% of cases. The presented clinical observation demonstrates the development
of aHUS in three family members (father and 2 children) with indications of an autosomal dominant
type of disease inheritance. The clinical diagnosis was supported by the results of a genetic study of the
complement system that identified the C3 complement component gene mutation (p.Ile1157Thr) in a family
member (a son). The age of implementation of aHUS differed within the family members. The father
has a debut of the disease at the age of 12, the children were diagnosed in their infancy (6 months for son,
7 months for daughter). In the presented observation, the peculiarity of the course of the disease in all
family members was the development of the classical symptoms of aHUS without extrarenal symptoms.
The severity of clinical manifestations differed among family members: the father had 3 episodes of
activity of complement-mediated TMA, the daughter — 1, and the son — 5. At the same time, for father
and daughter, the severity of hematological manifestations of aHUS prevailed over nephrological ones.
For the son, this was obsetrved only in the first 2 episodes. The severity of the disease was due to the
severity of hemolysis over the remaining symptoms of TMA, and in subsequent relapses the severity was
caused by the development of dialysis-dependent renal failure. All family members were plasma sensitive.
Complement-blocking therapy (eculizumab) in children made it possible to achieve aHUS remission with
complete restoration of renal function.

Key words: atypical hemolytic-uremic syndrome, thrombotic microangiopathy, plasma therapy, mutation C3, eculizumab

y 10-20% Goapmbix al'VC HOCHT ceMeHHEIH XapakTep,

BBeaenue

ATHIIHYHBIA TEMOAUTHKO-YPEMUYICCKUN CHHAPOM
(al'VC) — xponndgeckoe cucTeMHOE 3a00AEBAHUE Ie-
HETHYECKOU IIPHPOABL, B OCHOBE KOTOPOIO ACKUT He-
KOHTPOAHPYeMas aKTHBAIUA aAbTEPHATHBHOIO IIyTH
kommaemerTa (AITK), BeAymmas k remepaAH30BaHHOMY
TPOMOOOOPA3OBAHHIO B COCYAAX MUKPOIIHPKYAATOP-
HOTO pycAa. OCHOBHBIM OPraHOM-MHIIIEHBIO MHKPO-
AHTHOIIATHYECKOIO TPOMOOOOPA3OBAHIIA CAYIKAT IIOYKH,
OAHAKO B PAAE CAYIAEB BO3MOKHA T€HEPAAM3ALIN TPOM-
6orudaeckoit Mmukpoanrnomaruu (TMA), mpuBoasas
K PA3BUTHIO IIOAHOPIaHHON HIEMHU C KAPTHHOH II0-
AmopraaHoii Heaoctatrounoctu |1, 2. [Tpubansureapno

YTO OIPEACAAETCA TTO PA3BUTHIO 3a00AEBAHH, ITO KPAFi-
Hell Mepe, y ABYX YA€HOB cembu. B 1o e Bpems, He-
OTATOIIEHHBIN CEMEITHBIN AaHAMHES HE UCKAIOYAET BO3-
MOKHOCTH €r0 IeHeTH9eckoi repeaaun. Cyrmectyer
ayTOCOMHO-AOMHUHAHTHAA M ayTOCOMHO-PELECCHBHASA
dopmer Hacaeposarus al'VC. Ilpu ayrocomro-pomu-
nauTHOH dopme al 'VC B GoAbIIHHCTBE CAyUaeB 3200A€-
BaHNE MAHI(ECTHPYET BO B3POCAOM BO3PACTE U HUMEET
HeOAaronpuATHEIN poruos. Ilpu ayrocomuo-perrec-
cusHol opme al'VC AeOroTHPYeT B paHHEM ACTCKOM
BO3PACTE, NMEET PEIHAUBHPYIOIICE TEIEHUE H BEICOKYFO
ACTaABHOCTH [3].

B macrosimee Bpems al'VC aBafeTca AMATHO30M HC-
KATOYEHUA M YCTAHABAUBACTCSH ITOCAE TOTO, KAK OTBEp-
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THYTHI AUATHO3BI BCEX OCTAABHBIX IICPBUY-
HbIX 1 BTOpHaHbIX TMA.

B mocaeanee aecsTHACTHE CPEACTBOM
[TATOTCHETHYCCKOM TEPAIIII AAS ITAIIICHTOB

Ta6bnuua 1 | Table 1

Pe3ynbraTbl nabopatopHoro o6cnepgoBaHus npu MaHudectauum TMA

The results of laboratory tests in the debut of TMA

PedepeHcHble

MokasaTenb Pesynbtar
c al'VC saBagerca npumenerue Dxyusy- 3HaueHuA
Maba — IIPEIapaTa U3 IPYIIIBI KOMIIACMEHT- SputpounTbl, X10'2/n 2,5 3,7-53
I/IHFI/I6I/Ipy}OLHI/IX AHTHUTEA, IIPEACTABACHHOTO lemorno6uH, r/n 50 105-135
MOHOKAOHAABHBIMHU AHTUTECAAMUA HIPOTUB TpombouuTsl, X10%/n 36 217-553
C5 KOMIIOHEHT2 KOMIIAGMEHTA, OAOKHPY- PeTUKynoLmTbI, % 8,6 0,2-1,0
FOIITNMH €TI0 paCH_ICHAeHI/IC nu I/IHFI/I6I/Ipy - MoueBWuHa, MMOsb/N 17 2,5-8,3
M obpasosanue anadgpusorokcura Cha KpeaTuHuH, MKMOAL/n 97 27-62
u MCM6paH§_aTaKy}OmgX KOMIIACKCOB. HPH_ NakratgerngporeHasa, Ea/n 839,8 81-234
MEHCHHE JKyAUSyMa0a, HO3BOAACT OCTa- O6wWuit GMANPYOVH, MKMONb/N 70,6 3,0-17,0
HOBHUTP HCKOHTPOAUPYECMYIO AKTHBALIIO * IPAMON/HenpAMo 6UNpPy6emH 18,6/52,0 0-3,0/0-17,0
KOMIIACMCHTA, HpeAOTBpaT‘{/ITB pasBuTHC AnaHvHamunHoTpaHcdepasa, ME/n 92 0-45
neobpatuMerx ocroxkueruii al'VC u co-
AcnapTatamuHoTpaHchepasa, ME/n 78 0-35
XPaHNTD KU3HH OOABHBIX [1, 4-0].
o C3 KOMMOHEHT KOMMJIEMEHTA, /N 0,72 0,9-1,8
B macrosmen ny6AI/IKaL[HH IIPUBEAEHO
o lanTorno6uH, r/n 0,02 0,3-2,0
OITMCAHHUE CEMBbU, B KOTOPOU AMATHOCTHPO-
0 -
BaHbI TpH cAydad 3a6oreBanud al VC (orert ADAMTS13, % 8 80122
- 0 -
"2 CI/I6C21). AHTU CFH-aHTUTENa, % 61 0-300
MoceB Kana Ha NaTOreHHyI0 KMLeYyHyto Gpropy oTp. oTp.
Ormmcanme caygas MUP IHK EHEC orp. orp.
Know MHI oTp. oTp.

Hauano al'VC y orma mmeao mecro
B 12 aer. B mocaeayromem pemuauBer 00-
Aesun paspuauch B 14 u 20 aer. Bee 1pu
anm3oAa akruBHOCTH TMA Xapakrepusosa-
AMCB Kaaccrrdaeckoll Tpuasoit I'VC, Ho ¢ mpeoOaasanumem
BBIPAKEHHOCTH MHKPOAHTHOIIATHYIECKOTO TEMOAM3A,
TPeOOBABIIIIM IIOBTOPHBIX TPAHC(Y3UI 9pUTPOLIHTAP-
HOM MACCBI, HAA APYTUMHU CHMIITOMAMH 3a00AEBAHMA.
Hu B oAHOM cAyUae He OTMEYEHO PA3BUTHA AHAAN3-32-
BHCHMOIO OCTpOro nodeunoro nospexacHus (OIIT).
CAeAyeT TOAYEPKHYTD, YTO IIPH HAOAIOACHUU B ITC-
pHOAE A€TCTBa OTIY OBIA yCTaHOBACH Amarzos3 '['YC"
0e3 BBIACACHUSA ATHIINIHON (DOPMBIL, 4 IIPH IIEPEBOAE
BO B3POCAYVIO CETD IAIIMEHT HAOAFOAAACH C AUATHO30M
"ITHI" (mapokcusmaAbHas HOUHAS IeMOrAOOHHYpus)".
[Tpu o6caeaoBarmu B 2015 1. mocAe pasBuTHA CUMITTO-
mokommackca TMA y cerra, kaou [THI y oTma me Ber-
AeAeH. B HacrosInee Bpems COCTOUT HA ACITAHCEPHOM
yuere y Hedpoaora ¢ amaraosom "al VC". [1pusaakos
axruBHOCTH TMA B mocAeaHME 7 ACT HE BBIABACHO,
OTEI[ NUMEET HOPMAABHYIO (DYHKITHIO ITOUEK.

Maapunk T. (cerm, 26.03.14 r.p.) 3aboaea ocTpo
B Bospacte 6 mecaes (01.10.14 r.). Ha done caabo-
CTH, BAAOCTH, CYOPEOPUABHON TEMITEPATYPHI, KAIIIAA
U HACMOPKA IIOSABHAACH IIOCTCIICHHO HAPACTAIOIIAf
HKTEPHIHOCTD KOKH, B AAABHEHIIIEM IIPHCOCANHIAACH
MHOrokparHas psota. [1o Tsmxectn cocTosHus pedeHOK
04.10.14 r. rocrinTaAu3upOBaH B HEPPOAOTHIECKOE
otaeAeHre AeTCKOI pecryOANKAHCKONW KAMHITYECKOH
H6oapaue! . Kasann (AV3 APKB M3 PT). Txects
COCTOSIHHSA IIPH IOCTYIIACHIH ObIAA2 OOYCAOBAEHA ype-
MUYCCKOH HHTOKCHKAITHCH, TEMOAUTHICCKUM I IIHTO-
AUTHYECKUM CHHAPOMAMIL [ 10 AaHHBIM A2a0OpPaTOPHOTO
00CAEAOBAHHSA BBIBACHA AHEMUS, BEIPAKEHHBIH PETH-
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Mpumeyanue: CFH - pakTop komnnemerTa H, MLUP - nonumepasHo-LenHasa peakums,
[HK - ne3okcnpuboHyknenHoas kucnota, EHEC — sHTeporemMopparuyeckan KuileyHas nanouxa,
MHT - napokcr3manbHas HouHaA remornobrHypus

KYAOITHTO3, TPOMOOIIUTOIICHHA, A30TEMHA, THIEPOUAT-
pyOmHEMUSA 32 CUeT HEIPAMOH (DPAKIINH, IOBBIIIICHIE
AakTaTAeruaporenassl (AAL) Ao 4 HOPM U TIEYeHOUHBIX
depmenTos >2 mHopm (Taba. 1).

B anaansax moun nporennypus (0,6 r/A), Mukpo-
remarypus (spurpouutsl A0 15-23 B 11/3p). Vposenn
ADAMTS13 B kpoBu cocrasua >10%, 4o 1103BOAHAO
HCKATOYUTB TPOMOOTHYECKYIO TPOMOOLIUTOIICHITICCKYIO
uypuypy (TTTI). Arasns kposu Ha [lura-rokcus orpu-
1aTeAbHbIH, onpeaeaerne [nra-roxcnna B kase Tect-
IIOAOCKOH — OTPHIIATEABHO. BBIAn Takie HMCKAFOUEHBI
AYTOMMMYHHAS TEMOANTHYECKAA AHEMHSA (AHTUIPHTPOIIH-
TApHBIC AHTUTEAA OTP., IpAMas 1mpoda Kymbea o1p.), I'VC,
ACCOIIMUPOBAHHBINA € BEIPAOOTKOI aHTHTEA K (PAKTOPY
kommaemerTa H (61% mpu nopme Ao 300%), 6ore3nb
Munxosckoro-lloddapa (orcyrerBue cdepounros
B Ma3Ke KPOBH, OCMOTHYECKAA PE3UCTEHTHOCT SPUTPOLIH-
ToB B HOpMe) 1 Bupycuble renatutsl (HBsAg, HCV orp.).

Pebenky Ha OCHOBAHUH BBIABACHHON MHKPOAHIH-
OIIATUYIECKOI I'eMOAUTHYECKON aHEMHH, TPOMOOIIN-
torenun, neoaurypuaeckoro OIIIT ObIA ycranoBAeH
AMATHO3 TEMOAHUTHKO-YPEMHUYECKOTO CHHApPOMA. B 3a-
MectuTeAbHON 1moveuynoi Tepanun (3I1T) maapunk
He HyKAaAcA. [IpoBeaersl anTnbakTeprasbHas, HHY-
3MOHHAS ¥ IOCUHAPOMHAA Tepanus. B casu ¢ Aoctur-
HYTBIM KAMHHKO-AQOOPATOPHBIM YAYYIIICHAEM BBIITHCAH
AOMOI1 ITOA aMOYAQTOPHOE HAOAIOACHIE.

B Bospacre 8 mecanes (24.11.14 r.), gepes 7 HeaeAb
oT AeOrOTa 3a00AEBAHIA, PA3BHACSH IIEPBEHII PEIIMAUB
al'VC. Ormeuasach MHOTOKpAaTHASA PBOTA, AKUAKHI CTYA,
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IIOBBIIIECHHE TEMIEPATYPEl A0 PeOpHABHBIX Iudp
(38,6°C), xoTopyto cumxarn uoOypodenom. Brosp
IIAIHEHT OBIA TOCIHTAANZHPOBAH B HE(DPOAOIIIECKOE
oraeaerne 'AY3 APKB M3 PT ¢ muxkpoanruomnatu-
geckoil remoAanTndeckoi anemueii (MAI'A) (mpoba
Kymbea otp., remoraobun (Hb) 107—81 r/a, AAT
840,5 Ea/ A, rarrroraobun 0,05 r/a), rpombormromne-
uueit (153—88—67X10%/4), asoremucii (MoueBHHA
11,82 MmoAB/ A, kpeatunmna 99 MKMOAB/ A), THIIEPOH-
AupyOuHeMuert (00rero GuAnpyGHH A0 45,9 MKMOAB/ A:
HenpamMoit/upsamoit 33,7/12,2 MKkMOAB/ A), 1TOBBIIIIE-
arem ACT >3 mopm (A0 123,7 EA/ A), BBIpaKeHHBIM 110~
tpebaennem C3 kommonenTa kommaemerta (0,33 r/4),
runocpubpunorenemueii (1,1 r/A npu mopme 2-4 1/ A),
yasunaernem AYTB (59,1 cex. npu mopme 25,0 —
36,5 cex.) u TB (40,7 cex. mpu Hopme 12,0 — 18,0 cex.),
uporeunypueii Ao 3 r/A. B pesyaprare nposoaumoii
nH(Y3UOHHON TEPAIINH CO CTHMYAALIUCIH ANYPE3a Camo-
9IyBCTBHE PEOEHKA YAYUIITHAOCH, OBICTPO HOPMAAH30Ba-
AHICh TTOK432TEAH A30THCTBIX IIIAAKOB, IPU3HAKN KOM-
mAeMeHT-o11ocpeAoBaHHON TMA ObIAH KyIIHPOBAHBL
[Narment u Ha 10T pas He nyxaasca B 3ITT. [Tpurmvan
BO BHUMaHHUE peruAuBHpyromiee tedenne TMA n na-
CACACTBEHHBIH aHAMHE3, PeOCHKY YCTAHOBACH KAHHI-
geckuit AmarHos "Arurrassii I'VC, cemerinasn popma'.
PebeHoK OBIA BBIITHCAH AOMOH TIOA HADAFOACHHUE TIEAN-
aTpa-HedPOAOTa ITO0 MECTY KUTEABCTBA. B Tedenme mo-
CACAYIOIIHX (O MECALIEB MAABYHK ABAKABI TOCIIHTAAU3H-
poBaacs B Hepporormuaeckoe otaesenue 'AV3 APKD
M3 PT aast onenku raboparopubx Mapkepos TMA
U KOHTPOAS peHaAbHBIX (pyHKIui. COrAacCHO pe3yAb-
TATAM AMHAMIYECKOIO HADATIOACHMA, ODpaIiaAa Ha ceos
sunvanue anemust (Hb 90—82—87 1/ ), nosbiuerHprit
yposerb AAT (750,2 EA/A) n nporennypust (0,4-0,6 r/A)
IIPU HOPMAABHBIX ITOKA3ATEAAX a30TEMHH, YTO CBUAC-
TEABCTBOBAAO O CyOKAMHIYECKOH akrusHocTH TMA [7].

Bropoii pennaus 3a00A€BaHHA BO3HUK B BO3-
pacte 1 roaa 5 mec. — uepes 7 mecanes (20.09.15r.)
[IOCAE IIEPBOIO PELUAUBA U IIPOABASACH AHA-
AOTHYHBIMH CHMIITOMAMU: MHOTOKPaTHOM
PBOTOI, BSAOCTBIO, HKEATYIIHOCTHIO KOKHOIO

HabnioneHns 13 npakmku

Tperuit perruaus al'VC pasBuacs B Bozpacre 2 A€T
1 mec — gepes 8 mecsanes (21.04.16 r.) mocae BTOpOro
permauBa. [TosBHALCE KaAOOBI HA PBOTY, IIOBBIIIICHHE
TEMIIEPATYPBI TeAa A0 (heOPHUABHBIX 1P, YMEHBIIIE-
HHE AHype3a, H3MeHeHue 1BeTa Moun. [1o AamHbIM Aa-
Boparoproro obcaeaoBarus: spurporutst 2,21X1012/ A,
Hb 116—61 1/ A, tpombormter 136—33%107/ A, Mmoue-
BuHA 9—35 MMOAB/ A, kpeaTuHuH 42—259 MKMOAB/ A,
ANT/ACT 21,1/86,7 Ea/ A, nossitenne yposus AAI
AO 2642 EA/ A, HOPMAAbHBIE 3HAYEHHUA IalITOrAOOIHA
(0,33 r/A) u C3 komnonenra kommaementa (0,91 r/a),
uporennypus (1,66 r/A), makporemarypust. [IpoBeaeHo
8 tparcdysunt C3I1, 2 rparcdysuu spHTPOIIHTAPHOIL
B3BecH, 4 ceanca reMoAnasnsa. B cBasu ¢ coxpansro-
mrpmucd npusHakamMu TMA 1 ABACHUAMHI IOYEIHOI
nepaoctarogroctn 30.04.2016 r. 6e1a0 mpuHATO perre-
HIE O HAYAAE ACUCHUSA IK)LIUIYMadoM B HHAYKITHOHHOM
pexxume B Ao3e 300 mr 1 pas B Heaearo Ne3 ¢ mocaeayro-
IIHM IIEPEXOAOM Ha IToaAepxuBarornuii pexxum (300 mr
KaKABIE 2 HEACAH).

[Tocae mepBoii mH@Y3HH IperapaTa OTMEYCHO
nossirerre Hb (100 r/A), Hopmasusamus Tpombo-
utoB (475X10%/A) 1 kpearnnuHa KpoBH (KPEATHHUH
49 mrmoan/ A), camkerne AAIL (633 Ea/A), auypes co-
craBua 1,5 a/cyr. Ha dpone npoaoakaroruerics reparmm
Dryuruszymadom cocTosHIE peOCHKA CTAOUAU3HPOBAAOCH!
kyrnuposansl npusHaka TMA, OINIT paspemmunaocs
B KOpoTkHEe cpokn. OAHAKO ITPOBEACHHE KOMITAEMEHT-
OAOKHPYIOIIEH TEPAIIHH IPHUIITAOCH OTPAHUYUTD 5 Me-
cauamu (A0 05.10.16 r.).

UYerseproit penuaus al'VC passuacs B Bozpacre
2 aer 11 mec — gepes 5 mec (06.03.17 1.) mocae or1-
MEHBI KOMITAEMEHT-OAOKnpyromei teparnn. On co-
mposoxkAasca passuruem MAI'A, tpomOorurroneHueH,
Anaans-3apucumoro OINIT, morpebaennem C3 komrro-
HEHTA KOMIIACMCHTA, IIPOTCHHYPUEH HePPOTHIECKOTO

ypoBHf, Mukporemarypueit (Tada. 2).

Ta6nuua 2 | Table 2

Pe3ynbraTbl nabopatopHoro o6cnegoBaHus Npu YeTBepTom peuuguse al'yC

The results of laboratory tests during the fourth relapse aHUS

ITOKpoOBa 1 cKAep. BHOBE oTmewasncy mposs-

PedepeHcHble

MNMokasaTtenb Pe3synbrat
aerms MAT'A (Hb 93 r/a, AAT" 2047 Ea/ ), 4 3HaueHus
tpombonmronenus (67—41x10%/A), moBsiie-  Temorno6um, r/n 81 105-135
Hre OuAmpyOmHa (42,5 MKMOAB/A), MOYIEBUHBL  TpomBouwTs), x10%/1 50 217-553
(37,3 MMOAB/A) 1 kpeatHEnHA (384 MKMOAB/A),  \1oueamma, mvons/n 273 2583
cumxenue C3 KOMIIOHEHTa KOMITAEMEHTA

KpeaTnHuH, MKMonb/n 259 27-62
(0,8 r/a). To Tsmxectn cocrosaust peGeHOK ObIA

O6wwin 6enok, r/n 48,4 64-82
TOCIINTAAU3HPOBAH B PEAHIMAIIIOHHOE OTACAC-
unue 'AV3 APKB M3 PT. Brepssie Bo3HnKAQ Naktataernaporenasa, Ea/n 3010 81-234
HeobxoammocTs B nposeacHuu 31T (9 mpo-  O6wmi 6rnmMpy6uH, mkmons/n 444 3,0-17,0
LEAYP reMOAI/IaAI/ISa), IIaPaAACABHO IIPOBOAU- AcnapTatamuHoTpaHcdepasza, ME/n 231,5 0-35
AHUCH ITAA3MOTCpaIIus (6 TpﬂHCCp}BI/Iﬁ CBCIKE- C3 KOMMOHEHT KOMMIEMEHTA, /N 0,6 0,9-1,8
3aMOPOKEHHOM ITAA3MbI), KOPPEKIHUA AaHEMUH  [anrorno6uH, r/n 0,7 0,3-2,0
(2 TpaHCq)YSHH BPHTpOHHTapHOH BSBCCH)’ HE- MpoTpoMbnHOBasn akTUBHOCTb, % 57,8 70-125
dpporporekTuBHAS 1 AHTHOAKTEPUAABHAA TE-

o ®nbpuHoreH, r/n 6,1 2-4

parud. Belrmrcan AOMON B COCTOAHHH PEMIUC-

benok B moue, r/n 5,0 oTp.

CHI ITOA HADAIOAEHHE ITeAHaTpa-HedpoAora.
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[TapaareABHO OBIAQ BBIABACHA THIIOIPOTEHHEMHA,
CHIIKEHUE ITPOTPOMOMHOBOMN aKTUBHOCTH 1 (DHOPHHO-
rera, roerrreraue ACT Ao 6 mopwm. [To aanmemv V3N
IIOYCK: YBEAHYCHHCE AMHEHHBIX PA3MEPOB II0YEK (AeBas
mrouka 84X 30 mm, pasas modka 87 X306 MM), OTCyTCTBHE
PEHAABHOIO KPOBOTOKA B KOPTHKAABHOM CAOE. BrrepBbre
IIPUCOCAMHIAACH apTepraAbHas rureprensus. [Iposo-
Anance maasmorteparud (6 Tpancdysuit C3I1), koppex-
nus aHemud (2 Tpancdy3uu SpHTPOIUTAPHOM B3BECH),
3IIT (4 mporeayps! reMoAnaAusa). beraa BosobHOBACH
Teparua DKyAn3yMaOOM, ITPOAOAKABIIAACH B TEICHIE
7 mec (a0 oxrabpa 2017 1.). Ha done kommaemenT-6A0-
kupyroreti Teparuu al Y C aBaenns MAI'A, rpomOorin-
tonenuu 1 OI1IT pasperancs, AOCTUTHYTa HOPMAAU-
3a1HA ApTEPUAABHOTO AaBAcHNA. BHOBD KOHCTATHPOBAHA
pemuccus TMA. B ocaeayromem — ¢ oxkrabps 2017 r.
Ao despans 2019 r. pebenok HabArOAQACH aMOyAa-
TopHo, peruanBob al VC me Op1A0 3acpuKCcHpOBaHO.

B pesyaprate cexpermposanus sxsoma (SureSelect
Focused Exome) MeTOAOM CEKBEHHMPOBAHUA CACAY-
romero nokoAeHus (NGS) ma maardopme Illumina
HiSeq 2500, 02.02.18 r. 6b1a mIpoBeAeH aHAAN3 OOACE
6000 reHOB, BKAFOUAA CIIEKTP TEHOB, ACCOIUUPOBAH-
woix ¢ al VC: CFH, CFHR1, CFHR2, CFHR3, CFHR4,
CFHR5, CFB, CFI, C3, MCP, THBD, DGKE, coraacno
IIPOTOKOAAM, PEKOMEHAOBAHHBIM IIPOU3BOAUTEACM. AH-
HOTAIIUA MYTAIIAI U HX ITATOT€HHOCTD IIPEACKA3BIBAAACH
coraacuo Cranaapram u PyKoBOACTBY, pa3pabOTaHHbIM
ACMG, AMP u CAP AAsl HHTEPIIPETALIIN MY TALIALL, IO~
AYVYIEHHBIX C IIOMOIIBIO cekBeHupoanud. Koandectso
KOITMH MyTaIlnil U IIUTOrCHETHYECKNE ITePECTAHOBKH
ocymectsAaArn ¢ omortsro CNVEkit. B pesyaprare mpo-
BEAECHHOTIO aHaAM32, Ha Xpomocome 19 B rere C3 prisis-
Aera mytarus ¢.3470T>C (p.1le1157Thr) B rereposurot-
HOM COCTOSTHIY (HECHHOHIMIYHAS 3AMEHA B 9K30HE 27),
onpeaeasemas o kpurepuam ACMG (American College
of Medical Genetics and Genomics) KaKk BepOATHO I1a-
torernas (Likely pathogenic). [Tonyasrimonnas gacrora
AAHHOI MyTAIINH HE YCTAHOBACHA.

Tepamusa Ixyusymabom Bo3obHOBAEHA B (heBpase
2019 r. B pamxax Peaeparsroro dunancuposarnus. [ Ipu
CTapTe TepaIni IPU3HAKOB AaDOPATOPHOIM aKTUBHOCTH
3aboaesarns He orMedarocs (Hb 131 r/a, mmsonwrst
He obHapykusatotcs B Maske kposu, AAL' 242 Ea/ A,
tpomGonuTet 150X10%/ A, MogeBuHa 5,4 MMOAB/ A, Kpe-
atnHuH 34 MKMOAB/ A, 6eAOK B MOUe 01p.). [To AarHBIM
V3W AumeiiHbIE PA3MEPHl IIOYEK B IIPEAEAAX BO3PACT-
HOI HOPMEBI (AeBad IOuKa 73X28 MM, IIpaBad IOUYKA
73%29 MM), peHaABHBIH KpOBOTOK coxpaneH. Cocros-
HHE peOEHKA OCTACTCA CTAOMABHBIM.

V maaamreit cectper maruenTa Acoror al'VC mpo-
nszorea B Bospacte 7 mecanes (12.03.2018 r.). Ha done
BAAOCTH, COHAUBOCTH, IIEPHOANIECKOTO DECITOKOMCTBA,
nosbieHus Temueparypst (38,2°C) mosBuAACh HKTe-
PHYHOCTD KOMKHOTO IIOKPOBA, IIOBTOPHAA PBOTA, OAH-
Iypus, U3MEHEHHE IBeTa Moun. PebeHok rocrurasn-
suposaH B Hepporormaeckoe otaeacare I'AV3 APKD
M3 PT B 1sl2K€AOM COCTOSHHM 32 CYET IIPUZHAKOB I10-
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YEYHOW HEAOCTATOYHOCTH C THIIEPIHAPATAIUEH (OTEKH
Ha AHIIE, HIJKHIX KOHCYHOCTAX), [EMOAUTHYCCKOM aHe-
muH, TpomOormTorneHurn. OAUTYpUsA B TEUEHHE CYTOK.
[To mapakAMHIYECKNM AQHHBIM BBIABACH CHMIITOMO-
komraekc TMA B Buae MAI'A (mpo6a Kymbea otp.,
Hb 93—79 v/, obrmuit 6urupybun 74,5 r/a, AAI
1371—2239 Ea/A, ranrorao6mua 0,25—0,05 r/a),
tpombouuronerns (53X10°/4), asoremus (ModyeBrHA
0,2—8 MMOAB/ A, KpeaTnHUH 48—G68 MKMOADB/ A), CHI-
xerne C3 komronenTa kommaementa (0,8 r/A) 1 oBbi-
menne ACT (140—175 Ea/A), nporenuypus (5 r/a),
MuKporematypus. B mepnoa npeOrBarns B cranmo-
Hape IIPOBOAUAKCH Koppekius anemur (1 Tpancdysns
SPUTPOIUTAPHON B3BecH), ItaasMorepanus (8 Tpanc-
dysnit C3I1), anrrubaxrepuaspHas 1 nHQY3NOHHAS Te-
pamus. B pesyaprare 91010 AcUeHmA cOCTOANIE pebeHKa
CTAOMAM3IPOBAAOCH, AHEMHUS B AUHAMIKE HE HAPACTAAA,
HOPMAAH30BaAOCh 9UCAO TpombormTos (481X10°/4),
OAHAKO COXPAHAAMCH ITOBHIIIEHHBIH ypoBeHb AAIL
(a0 848 Ea/A) m mporennypust (5 v/ ). AeBoUKa BBIIII-
caHa AOMOH ITOA HaDAIOACHHE ITeAnaTpa-HedpoAora
110 MecTy KuTeAbCTBa. [To pesyapratam obcaesoBarms
or 18.09.18 r. npusnaxos akrusnoctn al'VC mer: Hb
124 ¢/ A, pomGormrsr 297X10%/a, AAL 276 EA/ A, Mo-
gesuHa 0,9 MMOAB/ A, kpeaTnauH 28 MkMOAB/ A, pCK®
o opmyae HIBapua 117 ma/mun/1,73 M2, cyrou-
nad nporennypus 80 Mr, B pa3OBBIX aHAAH3AX MOYHU
OeAxa HeT, coxpaHaeTcs Mukporemarypus. [Ipurnmvas
BO BHHMAHHE IIPUPOAY 3a0OAECBAHUA UM CEMEHHBII
anamues, B epase 2019 r. nagara teparma DkyAnsy-
mabowm. [To pesyapraram obcaepoBarns ot 20.02.19 r.
Hb 126 r/a, tpomGonurer 278X10%/A, MmoueBnna
5 MMOAB/ A, kpeatrauH 34 MkMOAb/ A, AAI' 305 EA/A,
OeAok B Moue OTp. B HacrofIee Bpemsa KOMITAGMEHT-
OAOKHPYIOITIAs TEPAITHSA ITPOAOAKACTCA.

O6cyxaenue

[IpeAcTaBACHHOE KAMHHYECKOE HADAIOACHHE AC-
MoHcTpupyeT pasputie al VC y Tpex 4AeHOB ceMbH —
B 2 IOKOACHHSAX, YTO CBHACTCABCTBYET 00 ayTOCOMHO-
AOMHHAHTHOM THIIE HACACAOBAHIA 3200ACBAHMUA.
I3BecTHO, YTO BO3PACT PEAANU3AIIIHT, TAKECTD KAFHIYE-
CKIHX IIPOSBACHUI 1 HCXOA DOACSHI MOKET PA3ANIATHCH
B IIPEAEAAX OAHOM ceMbH. B OOABIIIMHCTBE CBOEM 9TO
00YCAOBACHO BapHAOCABHON 9KCIIPECCHEH MYTAHTHOIO
IreHa, 2 B PAAC CAYIAEB — BOSACHCTBIEM HA (DEHOTHII Ie-
HOB-MOANHUKATOPOB 1 (hAKTOPOB BHEIIIHEIN CPEAHI [8].

B marmrem mabaroaenuu Bospact Hadara al VC cpean
YACHOB CEMBH PA3ANYAACH: ACOIOT 3200ACBAHMA Y OTIIA
IIPOU3OLICA B IIOAPOCTKOBOM BO3PACTe, 4 ¥ ACTCH —
B IPYAHOM (y CbIHA B 6 MecC., y AO4epH — B 7 MeC).
TaxecTp KAMHUYECKUX HPOABACHHH Pa3AHMYAAACDH
BO BCEX CAYYASX: OTEL[ H AOYb UMEAU COOTBETCTBEHHO
110 3 1 1 3IIM30AY AKTUBHOCTH KOMITAEMEHT-OIIOCPEAO-
BauHOM TMA ¢ mpeobAasanmem BHIPAKEHHOCTH TeMa-
ToAormdeckux mpossAeHui al 'V C HaA BEIPAKEHHOCTBIO
HedpoAOrIIecKuX. ¥ chHa 3a00ACBAHIE XaPAKTEPU3O-
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BAAOCH 5 SIIM30AAMH AKTHBHOCTH DOAE3HH, 3 KOTOPBIX
B IIEPBBIX ABYX IIPEOOAAAAAH IIPH3HAKH TEMOAH32 HAA
Apyramu cumirromamu TMA, a ipu TocAeAyrOIIuxX pe-
LIIAHMBAX TAKECTh COCTOAHNA OBIAA OOYCAOBACHA Pa3-
suTnem Amaans-zasucumoro OIIIT Hersxeaoe mopa-
KEHHE TI0YeK B 1epBbie 2 ammu30Aa akTuBHOCTH al'VC
Y MaABYIHKA TPEOOBAAO IIPOBEACHHA DOAEE IIIMPOKOTO
And depeHInaAPHO-ANATHOCTUYECKOTO ITOMCKA — HC-
karogeHus He ToAbko T'TTI tummanoro I'VC (STEC-
I'VC), dopwmsr I'VC, acconmupopannoii ¢ BepabOT-
Kol aHTHTEA K hakropy xommaemernta H, mo u ITHI,
AyTOMMMYHHOI TEMOAUTHYCCKON aHEMHH, BIPYCHBIX
IeIIaTHTOB M HACAEACTBEHHOI'O MHKPOCEPOINTO32a
(6oaesup Munkosckoro-Iloddapa).

OcoBeHHOCTBIO BCEX AITU30A0B DOAE3HHU ¥ YACHOB
CEMBH ABUAOCDH PA3BUTHE KAACCHYECKOTO CHMITTOMO-
komrAaekca TMA Ges akcTpapeHaABHBIX CHMIITOMOB,
IIPHYEM PEaAU3YIOIIerocs B koportkue cpoku (1-3 Axs)
IIOCAE TPUITEPHOTO COOBITHA, 4 TAK/KE ITAA3MOYIYBCTBH-
TEABHOCTD AneHTOB. CAEAYET OTMETHTD, YTO TOABKO
sepudukarma Amaraosa al'VC y cerHa T03BOAMAQ OT-
BeprayTh ormmodounsi anaraos [THI y orma, ¢ kotopsim
OH HaOAFOAQACH AAUTEABHOE BPEMS.

Myraruny B reHax KOMITAGMEHTA IIPEAPACIIOAATAIOT
K pasputuio al 'VC, HO He ABASIFOTCA €I0 HEITOCPEACTBEH-
HOI mpranHO. B Hacrosmmee Bpems nsBecTHO HoAce
400 myraruii reHOB, KOAUPYIOIITHX OCAKH KOMIIAGMEHTA
(www.th-hus.org). Tedenue n ncxoa 3aboAeBaHuA 3a-
BHCHT OT BOBACYCHHBIX TCHOB. TpHUITepHBIEC COOBITHS,
AKTUBHPYIOIIIE KOMIIAEMEHT HEIIOCPEACTBEHHO (Dak-
TEPHAABHBIE ¥ BUPYCHEIE HH(PEKIINHI) HAU KOCBEHHO,
BBI3BIBAA 9HAOTEAHAABHOE ITOBPEKACHHE (ACKAPCTBA
AN OEPEMEHHOCTB), ABAAIOTCA IYCKOBEIM (haKTOPOM
AASL pa3BUTHA 3a00A€BAHIA IpUMEPHO ¥ 60% OOABHBIX
[8, 9]. Penorun marmenTos ¢ al'VC Becbma Bapmabe-
A€H: AAfl HEKOTOPBIX U3 HHX XapaKTepHO paHHEEe Ha-
YaAO M PAa3BUTHE TEPMHUHAABHON ITOYCIHON HEAOCTA-
TOYHOCTH, AAl ADYTUX — IIOAHOE BOCCTAaHOBACHHE
Pyukunn nogex |2, 8]. Ilepsoit Opraa OTKpbITA MyTa-
s pakropa H (CFH) — ocroBHOTO peryanpyrormero
OeAKa CHCTEMBI KOMIIAEMEHTA, 3ATE€M OBIAHM OIIMCAHBI
myTaruu daxropos I (CFI) u B (CFB), C3 xommonenTa
KOMITAEMEHTA, MEMOPAHHOIO KO aKTOPHOIO IIpoTe-
nua (MCP) u tpombomoayauna (THBD). Myranun
HAI ACACIIHH B T€HAX KOMIIAEMEHTA IIPHBOAAT K IIO-
Tepe PYHKITHE OEAKOB-PEIYAATOPOB €O AKTUBHOCTH
(CFH, CFIL, MCP), ycuaenuro dyukimu sdbdekropos
akrusnoctu (CEFB, C3) uAu k 00pa3soBaHMIO ayTOAHTH-
TeA K OEAKAM, CBA3AHHEBIM ¢ pakTopoM KomrraemenTa H
(CFHR1, CFHR3, CFHR4) [9-11]. Aas Bcex reHOB KOM-
naementa pu al'VC oTmedena HelroAHas IEHETPAHT-
mocth, cocraBasrormas aas reaos CFH, CFI, MCP
u CFB ~50%, a aas rera C3 — ernie menbirre [12].

B mammem HaOArOACHNY Y CBIHA OBIAA BHIIBACHA I'E-
TEPO3UTOTHAA MyTAIIHA, AOKAAU3OBAHHAA B 27 9K30HE
rena C3 (c.3470T>C (p.Ile1157Thr)). OcrarbHbIM UAE-
HAM CEMBH MOACKYAAPHO-TEHETHYCCKOE HCCACAOBAHIE
HE IIPOBOAUAOCE. AaHHasA rereposurotHas myrarmsa C3

HabnioneHns 13 npakmku

upu al'VC ommcana E. Siomou et al. (2016) y 21-aermero
MY/KIHHBL ¢ A€OFOTOM O0oAe3Hn B Bospacte 10 mecsrieB
1 pasBUTHEM O PEIIMAMBOB B IIOCACAVIOIIEM (ITOCACA-
uuii B Bospacte 14,5 aer). I1pu sToM Ha9aABHEI 1 11O-
caeaHnit stm3oA aktusHOCTH al 'V C xXapakrepusosasca
passuraeM Anasns-rorpedbnoro OITIL. Aropsr coo0-
IIAFOT, 9TO ocobennocTpio Teuenusn al YC ¢ aannomn
MyTaIHei ABASCTCA TO, UTO KAKABIH PEIIUAUB IIPOSAB-
AAACHA BBIPAKEHHBIMUA T'€MATOAOTHYECCKUMU IIPOABAE-
HEAMI H 94IIE ACTKHM ITOPAKEHIEM IIOYEK C OBICTPOI
HOpMaAH3anueil AabopaTopHeIX mokasateaein TMA
mmocAe 3-6-ro AHA rocruTausanun Ha pore nHy3nit
C3I1 [13], kak 9TO EIMEAO MECTO U § OIIUCAHHOIO HAMI
manuenTa. Yepes ABaAnath Aer mocae Aebrora al'VC
IAIHCHT UMEET HOPMAABHYIO (DYHKIIMIO ITOYCK B OT-
CYTCTBHE IIPOTEHHYPHH ¥ rEiepTonumn. Takum o6pasom,
HEAOCTATOYHOE KOAMYECTBO AAHHBIX 00 3TOH MyTAIIH
1 AT OCHOBAHNE HA3BIBATH €€ BEPOATHO H1ATOTCHHOIL.

C3 — 10 kommonenT AITK, KOTOpPEIF TaKiKe ABASICTCA
LIEHTPAABHBIM KOMITOHEHTOM CHCTEMBI KOMIIAEMEHTA,
HA KOTOPOM KAACCHYECKUH M AABTEPHATHBHBIN IIyTH
AKTUBAIINK CHCTEMBI KOMIIAGMEHTA CAMBAFOTCA, AABAs
HAYAAO TEPMUHAABHOMY IyTH. B mporiecce akTuBarmm
C3 pacrernaserca Ha BBICOKO PEAKTUBHBIN aHadHAA-
tokcun C3a n dpparment C3b, crtocOOHEI CBAZBIBATHCA
C TOBEPXHOCTBIO KAeTOK. C3b B3anmoaeiicTsyer ¢ dax-
topom B B mpucyrcrsun daxropa D, dhopmupys C3-
KOHBEPTA3y AABTEPHATHBHOIO IIyTH, KOTOPAA, B CBOYO
o4epeAb, BosaerctsyeT Ha C3, IIPHBOAA K OOPAa30BAHUIO
HoBbix C3b-dparmenToB u, Takum 0b6paszom, oOpasyer
CBOCOOPA3HBIN ITIOPOYHEIH KPYT, HA3BIBACMBIN IICTACH
IIOAOKUTEABHOM OOPATHOM CBA3K HAM IIETACIH AMIIAH-
uxarm. Oana moAekyAaa C3-KOHBEPTAa3Bl PACIIEIAAET
cotan MoAekyA C3. IToaobrOE cBoiicTBO AeraeT C3-
KOHBEPTA3Y B/KHEHIIINM AMIAH(PHUIIPYIOIINIM 3BEHOM
B CHCTEME KOMITACMEHTA.

B 2008 roay V. Fremeaux-Bacchi et al. Bmepsrre
coobmuan o Aeatu myranuax C3 y 14 mannenros
u3 11 cemeit [14]. YcraHoBAEHO, ITO IATH U3 ACBATH
naerTudumpoBannbx myranui (p.R570Q, p.R570W,
p-A1072V, p.D1093N u p.Q1139K) obecmequBaroT
¢ nomorpro CFI ycroitansocts C3-KOHBEPTA3BI K pac-
IIEITACHHIO, TAKHM OOpa3oM, HAPYIIafd PEryAfIIHIO
KOMITAGMEHTA, YTO HMOAACP/KHBACT €0 AKTHBHOCTBH [3].
K. Lhotta et al. (2009) raxxe cooOruau o BIEpBEIE
sorABAcHHON MyTanuu C3 (p3R570Q)) B 60AbIION aB-
CTPUICKOH CEMbE B IIPOAEMOHCTPHPOBAAN CHUAKCH-
HbIIT/TorpaHrYHbI ypoBeHb C3 KOMIIOHEHTA KOMITAC-
menTa y e€ Hocureaei [15]. B 2012 r. L. Sartz et al. mpu
cemeiinoit gopme al'VC Obira naerTHUIIIPOBAH
Apyrasa myranus C3 (V1630A), BesbiBarormnas 00paso-
Banue n30bTOuHOro koaundectsa C3 xomseprassl [16].
H. Toyoda et al. (2016) onmcaan cayuait al' VC ¢ muc-
cerc-myranueit C3 I11157T y 9-AeTnero maspunka ¢ Ae-
6roTOM OOAE3HH IIOCAE BUPYCHOIO IaCTPOIHTIEPUTA.
[epserit armsop al'VC orpebosaa mposeaerms 3I1T.
[Ipu perruause 3adoaesanud B 13 aer Ha 4 cyrku Obraa
HHHUIINIPOBAHA KOMIIAEMEHT-OAOKHPYIOIIAs Teparms
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Dryauzymabom, KOTOpas B KOPOTKUE CPOKU IIPHBEAA
K Kynupopaumio npusnakos TMA. Bropoii penmans
pasBHAcA uepes 4 Mec. II0CAE OTMEHBI IIperrapata. Bos-
OOHOBAGHIE TAPIETHOM TEPAIIMHI IIPHBEAO K OBICTPOMY
AOCTIKEHHIO pemuccuu 3aboaeanns [17]. Ayms ro-
Aamu mozxe M. Okano et al. (2018) ommcaan rakyro e
MHCCEHC-MYTALIUIO y 23-A€THETO MYKYIHHBL B AaHHOM
CAydae TaKKe OBIAA IIPOAEMOHCTPHPOBAHA BBHICOKASA
abdexruBHOCTD IK)2U3yMaba [18).

Vcranosaeno, uro myramuu C3 mpu ceMerHOM
dopme al'VC Berpeaarores ¢ gacroroit 8-10%, mpu cro-
paamaecknit — 4-6%. Ipm atom y 70-80% marmenTos
B octpom nepuoAe al VC ormeuaercs CHIKEHNE KOH-
nenrparuu C3 B ceiBopotke kposH [19], 4T0 OBIAO BEHI-
ABACHO y OOOMX CHOCOB M B HAIIICM KAMHIYCCKOM Ha-
OAIOACHHIL.

boaee morosunsr nanmenTos ¢ al VC, nmerorux my-
tarmro C3, ABAAFOTCA YYBCTBUTEABHBIMU K IIAA3MOTEPA-
mun. B Harmem HaOATOAGHNN Y MAABYHKA B IIEPBbIC ABA
anm3oAa boaesan pemuccud al'VC nacrymasa mHa done
CHMIITOMATUYECKO Teparuu Oe3 maasmorepanun. [1o-
3TOMY IIEPBBEII PEIMAMB BO3HUK Yepe3 7 HEACAD, BTO-
poii — 7 mecsnes. [Tpu Bropom penmause 3a60AeBaHmA
(3 smmsoA akrusrOCTH TMA) BIIepBBIC IIPOBOAMAACDH
IIAA3MOTEPAIIHA B PEKUME TPAHCY3HIA, TOCAE KOTOPOI
AAHTEABHOCTB PEMUCCHH cocTaBrAa 8 Mec. OTBeT Ha Ae-
genue C3I1y Harrero marpenTa, a TakiKe y €ro CeCTphI
COTAACYIOTCA C AAHHBIMH MEKAYHAPOAHOTO PErHCTPa
maasmoteparmn y boapnbix ¢ al' VC (Intertional Registry
of Recurrent and Familial HUS/TTP), B cootBeTcTBNI
C KOTOPHIME B 57% CAy4aeB y IAIIMEHTOB C MyTaIlH-
amu C3 moaHoctsio paspermaerca TMA ¢ BoccTaHOB-
AeHneM (PyHKIHHN 1ToUek [8].

NsBectro, yro myranuu C3 accOmMUpOBAHBI C HE-
OAArOIPUATHBIM IIPOTHO30M ViK€ B HCXOAE IIEPBOIO
anm30Aa 3aboAeBarms: 0koAao 60-70% maruenTtos 63
IIPOBEACHHA KOMITACMEHT-OAOKHPYIOIIEH TepaIin Te-
pAIOT PYHKIINU ITOYEK, YMHPAIOT BO BPEMA IIEPBOTO
srmzoaa I'YC uau pasBUBAIOT TEPMUHAABHYIO IIOYEY-
HYIO HEAOCTATOYHOCTD IIPH TIOCAEAYIOIIHIX PEITHANBAX
[3, 4, 6, 8, 20]. IIpu sTOM AOATOCPOUYHAA BBIKHBAEMOCTD
y manuenTo ¢ Myraruamu C3 cocrasader 80-90% B Te-
genwne 10 Aer, a penuArB OOAC3HI ITOCAE TPAHCIIAAHTA-
nuu nouku Habaroaaercs B 90% caydgaes [3, 14, 20-22].
[osromy aas mpeaotBparterns peruArsos al Y C u BeI-
PabOTKH TeparleBTHIECKOH TAKTUKH IIPHAAETCA OOAB-
II10€ 3HAYCHIE NCCACAOBAHHIO ITCHETUYECKOTO IPO(HAA
nanuenta [1, 23].

[Ipu ormene Dxyausymaba puck penmansa al'vC
y marmenToB ¢ myrtanued reaa C3 Borcok [21]. Caeayer
OTMETHTb, YTO Y CBIHA B OIIMCAHHON HAMU CEMbE Pa3-
BuBaAach Amasus-sasucumoe OINIT, maunmas ¢ 3 amm-
30Aa akTuBHOCTH TMA, 9TO CBHAETEABCTBOBAAO
0 HApPACTAIOIICH TAKECTH 3a00AcBaHmsA. KoMIaeMeHT-
OAOKHpYIOIIAA TEPAIHA, CTABINAA AOCTYIIHON AMIIH
upu 3 permanse al'VC (4 armzoa 6oAe3nn), npuseaa
k paspemtenuro TMA B kopotkue cpoku. OAHAKO 9Ta
TEpAINA HOCHAA ITPEPHIBUCTBIA XapaKTep, YTO H IIPH-
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BEAO K pasBHTHIO derBepToro permanpa al'VC gepes
5 mec. mocae orvenst Dxyrusymaba. CAEAyET OTMETHTD,
YTO TKECTh 3a00ACBAHUA B 3TOT MOMEHT OBIAQ OOY-
CAOBAEHA HE TOABKO Pa3BHTHEM AHAAN3-IIOTPEOHOM
HOYEIHON HEAOCTATOYHOCTH, HO W IIPHCOEAMHEHUEM
apTrepuaAbHOI runepreHsun. Takum 0OpasoM, xapak-
tep tedenus al' VC y onmceiBaemoro Hamu pebeHka
HIOAHOCTBEO COOTBETCTBYET IIPUBOAMMBIM B AUTEPATYpE
OCOOEHHOCTAM 3a00AEBAHIA Y IAIINEHTOB C MYTAITHAME
rera C3 [15-17]. [Tocae Bo3oOHOBAEHHSA TEpartim JK) -
3yMabom PYHKIHA TIOYEK ITOAHOCTHIO BOCCTAHOBHAAC,
OBIAA AOCTUTHYTA PEMUCCHA 3a00ACBAHIA H HOPMAAH-
3anus apTepuaAbHOro AaBaeHmA. OAHAKO AaAee Tepa-
s IpepBaack ere Ha 16 mecames. BosobuosAeHume
AedeHHA IK)AU3)MadoM MOCAE AOCTATOIHO AAUTEAD-
HOTO IIepephIBa y Oparta IIpH OTCYTCTBUHU IIPH3HAKOB
KOMITAEMEHT-010cpeAoBaHHO TMA 66140 00yCcAOB-
AEHO HECKOABKHMH (PAKTOPAMH: PEIUANBHPYIOIINM
XapakTepOM DOAE3HH C OOABIIIEH THAKECTBIO KAKAOTO
CAEAYIOIIIETO OOOCTPEHNSA, PA3BHTHEM PEIIMANBA ITOCAE
OTMEHBI IIPETIAPATA, 4 TAKKE ITEHETHYECKUM ITPOHAEM
narmenTa. VIHuIanma KoMImaeMeH -0 AOKHPYIOIIeit Te-
parmu y cecTpel OBIAA IIPOAUKTOBAHA CEMEITHBIM Xapak-
Tepom 3aboAeBanms, prckom pertansa al'YC, mporpec-
CHPOBAHHEM IIOYEUHOH HEAOCTATOYHOCTH, PA3BUTHEM
OPraHHON AMC(YHKITHHL.

3akAroueHue

Taxum 00pasom, MPEACTAaBACHHOE HAOAIOACHHE
uaArocTpupyer cemeiiayro gpopmy al'VC, nmeromyro
YaCTO PELHAMBUPYIOIIHI xapakTep. OCOOEHHOCTHIO
KOMITAeMeHT-ortocpeaoBanHoi TMA y uaeHOB 9TOI
CeMbU ABASCTCA HE TOABKO PA3HIUIIA B BO3PACTE ACOIOTA,
HO U pa3Has CTEIIeHb BHIPAKEHHOCTH KAMHIYECKUX IIPO-
apAernit. OAHAKO OOBEAMHAET BCEX TPOUX IIPEOOAAAL-
HHE BEIPAKCHHOCTH I'€MATOAOTUYICCKUX IIPOABACHUI
HAA BBIPAKEHHOCTBIO MOPAKEHHA TIOUEK C TIOCAEAYIO-
MM OBICTPBIM BOCCTAHOBACHHEM X (DYHKIIIH AQKE
upu pasputuu Amasus-morpedbnoro OINIT. [Tpoaemon-
cTpupoBaHa BECOKAS 9PDEKTUBHOCTD IK)1t3)Mabda
B KYIIMPOBAHUHI BCEX CHMIITOMOB 3a00AEBAHISA, HECMO-
TPA Ha IPEPHIBUCTHII Xapakrep Acdenud. B cBAsw ¢ moa-
TBEPIKACHHON I'€HETHICCKON IIPHPOAOH 3a00ACBAHI
(myranmeit reaa C3) y CbIHA U PEITMAMBOM IIOCAE TIpe-
KPAITIEHHA KOMITAEMEHT-OAOKHPYIOIIIEH Teparmu pede-
HOK HY/KAAETCA B OECCPOUHOM ACUCHHUH DK 1U3)MaboM,
OTMEHA KOTOPOTO COIPAKEHA C OUEPEAHBIM PELTUAHBOM
U PUCKOM THAKEAOTO IOBPEKACHHUA HE TOABKO IIOYEK,
HO U Pa3BHTHEM KU3HEYIPOKAFOIIIX SKCTPAPEHAABHBIX
OCAOKHEHHI.

Kongpauxm unmepecos

Maxaposa 1.11. u Imuposa X.M. npunumarom
yuacmue 8 00pPA308AMENLHBIX MEPONPUIMUIX 013
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uun "Aaexcuon’. Ocmanvuvie asmopor Konpiukma
unmepecos ne umerm.
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