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Ha moment obGcacaoBanus pusudueckoe paspu-
THE peOEHKA COOTBETCTBOBAAO BO3pacTy: poct 182 cm
(petc. 75-90), macca 69 kr (perc. 50-75), AA 122/68 mm.
pT.CT., B KpOBU TAFOKO32 — 4.5 (HOpMa 3.3-5.6 MMOAB/ A),
kpeatuand 131 mxmoan/a (pCK® mo CKiD U25
59.7 ma/mun/ 1,73 M?), MogeBrHA — 6.4 MMOAB/ A (HOpMA
1.4-7.2 MmoAb/ A), aabOymuH — 43 1/ A (HOpMa 35-52 1/ A),
kaaui — 4.4 mmoan/A (Hopma 3.7-5.12 MMOAB/A),
ocdop meopranmuecknit — 0.98 MmoAb/A (HOpMa
0.81-1.62 mmoan/a), HI® — 105 ME/a (mOopma
52-171 ME/A), B Mmo4e — rarokosa 10.792 mmoas/cyr
(mopma 0-2.77 mmoas/cyr), Geaok 0.273 r/cyr (HOpMa
0-0.1 r/cyr), 6era-2-mukporaodbyaun — 10213.6 mxr/cyr
(mopma 0-100 mkr/cyt), kaabunit — 0.74 MMOAB/ cyT
(zopma 1.5-4 Mmoab/ cyT), kaanii — 33.4 MMOAB/ A (HOpMA
25-125 mmoab/A), docdop — 21.41 mmoan/a,
TmP/GFR — 0.84 Mmmoab/ A, TRP — 85%. ITpu V3H or-
MEYaAACH BHKAPHAA TUIIEPTPOQHA CAHHCTBEHHOI 1Ipa-
BOH ITOYKH, IPABOCTOPOHHMI HepporTos, And dy3Hbre
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M3MEHEHNS ITAPEHXUMBI ITOUKH. Y CTAHOBACH AMATHO3:
TyOyaomaTus ¢ AMCYHKITHEH IIPOKCUMAABHBIX KAHAAB-
neB (rarokosypus, nporeunypus). XbIT—IIIA craann.
B cBA3u ¢ BEIABACHHOM IPOTEHHYpUEH HA3HAYEHA TEPa-
A marnonTopamu AIT®, pekomeHAOBAHO ITpOBEACHTE
MOAEKYAAPHO-TEHETHYECKOTO OOCACAOBAHHA.

3axarouenne. Takim 0O6pa3oM, IIPEACTABACHO KAHU-
HHUYECKOE HADAIOACHUE TIO3AHETO OCAOKHEHUSA Tepa-
uu He(ppOOAACTOMEL B BUAE BTOPUYIHOIO CHHAPOMA
DaHKOHU B ITEANATPUIECKON IPAKTUKE., DTO CAYIAI
ITOAYEPKHBAET HEOOXOAMMOCTD AAUTEABHOTO H CHCTE-
MAaTHYECKOTO HAOAFOACHNS 32 IAIIMEHTAMH, IIEPEHEC-
IIIIMI OIyXOAb BHABMCa, ¢ 00A3aTEABHBIM KOHTPOAEM
dysknnu mouku. Ocoboe BHIMAHUE CACAYET YACAATH
PAHHEMY BBIBACHIIO IIPH3HAKOB TYOYAAPHOI ACYHK-
LU, ITOCKOABKY CBOEBPEMEHHAA AMATHOCTHKA H KOPPEK-
A TTO3BOASIFOT 3AMEAAHTD ITPOTPECCHPOBAHIE XPOHH-
YECKOI DOAE3HU IIOYEK, TEM CAMBIM YAYUIIINB KAYECTBO
KU3HH TTAITNEHTOB.

[eHeTUyeCcKme 0COBEHHOCTM B3POCTbIX MALMEHTOB C ATUMMUYHBIM
reMONUTUKO-YPEMMYECKMM crHapomom B CeepanoBckoi obnacTu
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AKTyaABHOCTB IPOOAEMBI. ATHUIIHYHbINA IEMOAU-
tuko-ypemugecknii cuaapom (al'VC) aro opdannoe
AKH3HEYTPOKAIOINEE 3a00AEBAHNE U3 IPYIIITBI TPOMOOTH-
geckux mukpoanrunonatuii (TMA), obycaroBaeHHOE 11a-
TOAOTHEH CHCTEMBI KOMITAEMEHTA, KOTOPAS B OOABITIIH-
CTBE CAYYACB CBA3AHA C ICHETHYCCKUMU HAPYILICHUAMI
B AaHHOII cucteme. K HacrosIeMy BpeMeHH OIIMCAHO
BOABIIIOE KOAHYECTBO PA3AMYHBIX BAPUAHTOB MY AL
IEHOB CHCTEMBI KOMITAGMEHTA, ACCOI[HNPOBAHHBIX C Pas3-
sutrem al VC.

IHear nccaepoBanmA. VI3yauTs reHeTHIECKHI IIPO-
(puAB CHCTEMBI KOMITAEMEHTA ¥ B3POCABIX ITAIINEHTOB
¢ al'VC, mabaroparoruxcs 8 CBEpAAOBCKON 00AACTH.

Marepurasbl 1 METOABL B nccaepoBanme BKAFOUEHO
35 marmenTos ¢ al' VC: 14 myxunn (40%) u 21 xen-
muasl (60%), HaOAIOAABIIHXCA B HE(DPOAOTHIECKOM

oraeaernn I'AY3 CO «COKDB Nely ¢ 2012 o 2025 1oAa.

CpeAHHIT BO3pACT ITAINEHTOB HA MOMEHT ITOCTAHOBKH
AmarHosa — 36 Aer. VI3 Hux — HAXOAAIIMIXCA HA TEMO-
amasnse 12 marmenTos (34%). IlanuenTok ¢ akymep-
cxknm al'VC — 13 (37%). Urcao manmeHTos, y KOTOPHIX
OBIA IIPOBEACH MOACKYASPHO-TCHCTHYCCKUN AHAAU3
(ITOMCK MyTannui B KAMHHYECKH 3HAYUMON YACTH Ie-
noma ueroBeka — sx3ome) — 30 (86%). Amaans mpo-
H3BOAHACA METOAOM CEKBEHHPOBAHHSA AaDOpaTOpHEH
OOO "T'enotex". 1poarasnzuposansr rersr CD40,
CFB, CFH, CFHR1-5, CFI, DGKE, PIGA, THBD,
C3, ADAMTS13, SERPINE1, MTHFR, ITGA2,
FGB, F13A1, F7, F5, F2, ITGB3, MMACHC, INF2,
VTN.

PesyapTarhl. ['enermaeckne MyTarmum, acCOIMIPO-
Banusie ¢ pasputreM al'VC, BoiaBaensr y 16 us 30 06-
cAeAOBaHHBIX HanueHTos (53,3%), 13 HUX IanueHTOK

c axymrepeknym al'VC — 5 (31,3%).
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V 9 marenTos BersBAcHO 110 1 MyTarmu (56%),y 5 —
1o 2 (31%) u y 2 — 3 myrannn (13%).

BrraBAcHHBIC MyTALIIH IPEACTABACHSEL B TAOAHIIE 1.

[Ipu cpaBHEHNHU KPUBHIX OOIEH U IOYECIHON BBI-
’KHBACMOCTH ITAIIMCHTOB C TCHCTHYCCKIMI MY TALIHAMI
1 0e3 HUX CTATUYECKH 3HAYHMEIX Pa3AHYUN OOHApY-
’KEHO HE OBIAO.

BeiBoABI. [ 10 HAIITHM AAHHEIM PACIIPOCTPAHEHHOCTD
TeHeTHYECKUX MyTanuil cpean marueHTos ¢ al'VC co-
crasuaa 53,3%.

Ha ceroamAIHuil ACHb, YIUTEIBAS TO, YTO YHCACH-
HocTb mannentos ¢ al'VC npn nccaeAOBaHIT BAUAHUA
TCHETIYCCKIX MYTALII CHCTEMBI KOMITACMEHTA MAAQ, AC-
AATb OKOHYATEABHBIE BEIBOABI O UX 3HAYCHUU HE IIPEA-
CTaBASICTCA BO3MOKHEIM. HeOOXOAUMBI AaAbHEHIITIE
HCCACAOBAHUAL
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Ta6bnuua 1. leHeTMYecKkne MyTauum, accoummpoBaHHble ¢ al'yYC

leH Yncno mytauuin - Knaccndukauma mytaumin no ACMG
CFH 4 BepoaTHO natoreHHas
CFHR 1 6 BepoaTHO naToreHHas
CFHR 3 7 BepoaTHO natoreHHas
CFHR 5 1 HeacHoe knnHnyeckoe 3HaueHne
CFI 1 BepoaTHO natoreHHas
CD46 (MCP) 3 BepoaTHO naToreHHas
a 1 HeacHoe KnnHnyeckoe 3HaueHne
ADAMTS-13 2 BepoaTHO naToreHHas
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Iear mccaepoBanua. Hapymenue dynxiun
IIOYEK Y4CTO ABAACTCA COLYTCTBYIOIIUM COCTOSHUEM
110 OTHOIIEHHUIO K TEPMUHAABHOH HEAOCTATOYHOCTH
meueHN. B cBA3H ¢ ueM BO3HHKAET BOIIPOC O TAKTHKE
BBIITOAHEHHN TPAHCIIAAHTAIIIH IIOYKH TAKOW KOropTe
manneaToB. HeoOXOAUMO yIHTBIBATE KAK CPOYHOCTD
OKa3aHUA TIOMOIIH IAIIMEHTY C IIOAHMOPTAHHON HEAO-
CTATOYHOCTBIO, TaK 1 9(P(EKTUBHOCTD HCIIOAB3OBAHIA
AOHOPCKHX IIOYCK C HAMAYYIIIIM IIOTCHIIHAAOM AOATO-
cpounoro yHKIHOHUPOBaHHA. AAf perteHns 5TOMH
IIPOOAEMBI IIPUMEHSAFOTCS 2 OCHOBHBIE CTPATEIHH: OAHO-
BpeMeHHasA TpaHcAanTanus mevenn u nogku (CTTIIT)
U IIOCACAOBATEABHASA TPAHCIIAAHTALINA IIOYKH ITOCAE
neuenu (TTIIIT). Less: mpeAcTaBuTh HADATOACHUE 2-X
POACTBEHHBIX TPAHCIIAAHTAIINE IIOYKH, BEIITOAHEHHBIX
B HAIICH KAMHUIKE, IAIIHEHTAM C XPOHIYECKOH DOAE3-
HBIO IIOYCK 5-H CTAAHH IIOCAE PaHEEe BBIIOAHECHHOM
HIEPECAAKH TIEYCHIL
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Marepuasbl 1 METOABL. B kauectBe 0OBEKTOB Ha-
OAroaeHns BeICTyIIHAY rareHT M. 32 roaa ¢ paHee BbI-
ITIOAHEHHOM ITEPECAAKOM ACBOI AOAH IIEYEHU OT POA-
cTBeHHOTO AOHOpa m manment A. 43 roaa ¢ panee
BEITOAHEHHOM TPAaHCHAAHTAITHEH ACBOTO AQTEPAAD-
HOIO CEKTOPA IIEYCHU OT KHBOI'O HEPOACTBECHHOTO
AOHOPA.

Pesyaprarel. B 1 cayuae medppaxromus Obaa BbI-
IIOAHEHA CIIPaBA AAIIAPOCKOIIUYICCKUM PETPOIEPUTO-
HEaABHBIM AOCTYIIOM, IIEPECAAKA ITOYKH BBIIOAHEHA
C UCIIOAB30BAHUEM BHYTPEHHEM IIOAB3AOIIHOM apTe-
PHI B HAPY/KHOH ITOAB3AOINHOI BeHE. ModeTouHM-
KOBO-ITY3BIPHBII aHACTOMO3 C(OOPMUPOBAH IO METOAY
bappu. Oynkius TpaHcAaHTaTa HEMEAACHHAA. B Ka-
YecTBe UMMYHOCYIIPECCHH Ha CTApTe: ITUKAOCIIOPHH
300 mr/cyr, mukodenorosas kucaora 1440 mr/cyr
u Merumpea 0,5 MT/KI € ITOCACAYIOIINM CHIKCHHEM
B TEUCHHUE IIEPBOIO Mecsia A0 8 mr/cyrku. B Gamkaii-



