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KianmHuko-reHeajornyeckoe nuccjaeaoBaHue
aHTUPOCHOIMNNIHOTO CUHAPOMA

H. H. Yanaesa, M. A. Tpugorosa
Hoesocubupckuii eocydapcmeernnbtii meduyunckuii ynusepcumem M3 u CP PO

Pesrome

Iens. KimmHMKO-TeHeaTI0TUYeCKOe MCCIeIOBaHNEe ceMell OONBHBIX aHTU(MOCKHOIUIIHI-
HbIM cuHApoMoM (ADC).

Marepuan u meronbl. MccnemoBanel cembr 82-X 60mbHBEIX ADC (cp. Bo3pact:SD —
47,2%12,1 1eT, cOOTHOIIeHNE MyX.: XeH. 1:10,7; nmaranoctudeckue Kputepuu S. Miyakis
et al., 2006). «Tsekenoe» TedeHne ADC (43 yest.) onpeaessioch MPY HATMIKWK Y TTallMeHTa
TPOMO030B HECKOJIBKIX TUIIOB 1/WJIN JIOKATU3aLNi 1/WIN peIuANBUPOBAHNE TPOMOO-
30B. KinTmHMKO-reHeamornyeckoe nccieJoBaHNe BKIIFOUAJIO aHAIN3 POIOCIOBHBIX (YHUCIIO
POIACTBEHHUKOB — 615 ue.); 46 uen.- poactBeHHUKM 26 001bHBIX ADC (37 ven. I crene-
HU ponctBa u 9 uen. 1l crenenu poactsa, cp. Bo3pactESD — 29,5+£16,4 ner) HaGmoga-
JINCh B TeUCHUE 4 JICT: M3yJarach 9acTOTa «MajbIx» ITpu3HakoB ADPC (ceTuaToe JMBEIO,
HEBPOJIOTUYCCKIE HAPYIIICHUS, KIalTaHHAsI ITATOJIOTHST, TPOMOOLIMTOTICHMST), OTIPEIEIIsI-
Csl BOJTYAHOUHBINA aHTUKOAryJsiHT (BA). g cTaTUCTMYECKOro aHajiu3a MPUMEHSINUCH
t-xputepuit CTbIOACHTA 1 JJOTUCTUIECKUI PETPECCHOHHBIN aHAJIN3.

Pesyasratsl. JloctoBepHBIit ADC B ceMbsIX TMAaTHOCTUPOBAH Y 7 Uell., Yallle — y POACTBCH-
HUKOB | cTernieHM poacTBa M JIMIL XKEHCKOTO 1oJia (CaMBIi 9acThIM T HACJIeTOBaHUS —
MaTb/n04b). « Masbie» nposiBiieHUst ADC SBISUTMCH «paHHUMI» TTpu3HakaMu ADCy 76%
OOJIbHBIX U OOHAPYXKMBAIKCh 00JIee YeM Y MOJOBMHBI POJCTBEHHUKOB. BA ObLT BbISIBJIEH
y 39% pOACTBEHHMKOB: B IISITh pa3 4Yallle y pOACTBEHHUKOB BA-TIO3UTUBHBIX OOJIBHBIX
110 CpaBHEHUIO C POICTBeHHNKAaMM BA-HeraTUBHBIX OOJBHBIX. BceM mMiiaM ¢ «MaIbIMm»
npuzHakaMu ADC u/mmu monoxuteTbHBIM BA («ripe-A®C») mipoBommiIachk mepBUIHAS
npodMIaKTUKA TPOMOO30B.

«Tsxenoe» Teuenne APC y mpoOaHIOB OBIJIO aCCOIMMPOBAHO ¢ HAJTUYMEM CEPICYHO-
COCYIMCTHIX 3a0oJieBaHmil B ceMeitHoM aHamHe3e (OR 3,13, CI 1,02-12,4, myasTuBapu-
AHTHBII aHAIIN3).

BoiBogpl. /. BepoSTHOCTD TTOpaxkeHMST IeBOYCK U OIKAUIIINX KPOBHBIX POICTBEHHUKOB
npu Haamaun ADC B ceMbe TIPEBRIIIACT TAKOBYIO TSI MATbYMKOB M POACTBEHHUKOB 11 1
I1I cTemreHeit poncTBa. 2. BA, BeposITHO, UMeeT HacleAyeMyo TIprupomy. 3. 3HaueHHE KK -
HUKO-TeHeamormaeckoro Metona mpu ADC: BeimeneHue «mmpe-ADPC», MporHo3npoBaHUe
teueHmnst ADC.

KniogeBbie ciaoBa:anmupoc@orunudusiii CUHOPOM, KAUHUKO-2eHEAN02UHeCKUL Memoo,
ceMmeliHblll aHaMHe3

AntHdochommmmaHbi cuHapoM (ADC), cormacHo
knaccubukauuu HalnuroHaabHOrO MHCTUTYTa 3[0PO-
Bbs1 CIIIA (NIH), onpenenseTcs Kak penkoe 3aboieBa-
HUe, KOTOPbIM cTpanaet MeHee yeM 200 ThIC. 4eJIOBEK B
aMepHrKaHCcKoii nomyssiuuu [26]. Orphanet, nHbopma-
LIMOHHBIN pecypc Mo peAKUM 0O0JIe3HSIM, TaKXKe OTHO-
cutr ADC K rpyrine peakux 3a0ojieBaHUi, pa3BUBaIO-
1uxcs He OoJjiee yeM B ogHoM ciydae Ha 2000 Hace-
nenus (0,05%) [25]. Huskas pacnpocTpaHEHHOCTb
ADC 00ycI0OBIMBAECT TPYOTHOCTA €TI0 IMATHOCTUKU W
pa3paboTKu METOA0B MPODUITAKTUKU.

AxtyanbHOCTh u3ydeHus ADPC ompeaensiercs

Anpec: 630099 . HoBocu6upck, yi. OpxkoHukuszse 23-20
E-mail: n.chapaeva@mail.ru

PSIIOM  COLMATBbHO-2TIUIEMUOIOTUYECKHX AaCTIEKTOB.
3abosieBaHNE Pa3BUBAETCS MPEUMYIIECTBEHHO B MOJIO-
oM Bo3pacte, 1pu 3ToM ADPC MOXET MPOSIBUTHCS Y
JeTel U gaxe HOBOPOXAEHHBIX [2]. [TpocrekTuBHBIE
HCCJIeIOBaHUS CBUNIETENBCTBYIOT 00 acCOLMally aHTU -
dbochomumuanbix antuten (ad®JI) ¢ mepBbIM AMTM3010M
BeHO3HOro Tpombo3a [11], mepBsiM MHDAPKTOM MHO-
Kapaa [27] v peuuauBUPYIOIIUMU UHCYAbTamu [14].
Cpenu mauyeHToOB MOJIOXe 45 JIET C UHCYJIBTOM Hesic-
Hoit atuonoruu adJI obHapyxkuBatores y 25% [17]. ¥
0OOJIbHBIX CUCTEMHOU KpacHOo# BoiyaHkoil (CKB) up-
kynsiuust adJl aBisieTcs HE3aBUCUMBIM TIPETUKTOPOM
JIeTaJIbHOTO ncxona [6].

B oTinuue ot pacnpocTpaHeHHbBIX MYJIbTU(hAKTOPH -
aJbHBIX 3a00eBannii (M®P3) (Mmemmyeckas 60JIe3Hb
cepnua — WMBC, OpoHxmanbHasi acTMma, caxapHbIi
nuaber 2-ro TUNa W Ap.), KIMHUKO-TEHeaIorHYecKue



HAYYHO-ITPAKTUYECKAS PEBMATOJIOT M Ne 6, 2009

ucciaenoBanus npu AOC HeMHOTOUUCIeHHBI. TpeOytoT
YTOUHEHUS 1 CUCTEMATU3allMy JaHHbIe O TUIIaX HacJje-
nmoBaHUs, pactipocTpaHeHHOCTH ADC, adJI 1 «MajIbIx»
(HeKpuTepUalbHbIX) MPU3HAKOB 3a00JIeBaHUSI Cpeau
POICTBEHHUKOB OOJIbHBIX TPOOAHIOB.

Onucanbl HLA-annenu, Haubosiee 4acTo CBsI3aH-
Hele ¢ pasButueM AMC, KOTOpble, OTHAKO, BHOCST
TOJIBKO YACTUYHBIN BKJIaJ B TEHETUYECKYIO TTpeapacrio-
JIoxkeHHOCTh K ADC, 9TO 3aTpyaHSIET X MCIIOJIb30Ba-
HU€ B PYyTUHHON IMpaKTUKe B Ka4eCTBE AUArHOCTUYEC-
KHX 1 IpoTHOCcTHYecKnX MapkepoB ADC. B Hacrostiee
BpeMsI CeMeMHBIM aHaMHe3 OCTaeTcsl BaxKHbIM (haKTo-
POM, KOTOpPBIi HEOOXOAMMO YUYWUTHIBATh JISI OLEHKU
pucka pa3putusi ADPC, MPOTHO3MPOBAHUS TECUCHUS
3a00J1eBaHUSI U MHIAMBUAYAJIU3UPOBAHHOU mpoduiak-
TUKU.

Llenb Hactosiein paboTbl — IMPOBECTU KJIMHUKO-
reHeaJJoTMIecKoe uccienoBanme ceMmeit 60bHBIX ADC.,

Mamepuaa u memooot

B uccinegoBaHue BKIIOUEHBI CeMbU 82-X OOJbHBIX
A®DC. Cp. BozpacttSD OompHBIX — 47,2%12,1 ner
(ot 16 1o 73 nmet), cCOOTHOILIEHUE MYX. : KeH. 1:10,7.
Huarno3 A®C 6bUT YyCTaHOBJIEH COIJIACHO KJTaccudu-
KallMOHHBIM KpUTEpUsIM MeXITyHapoIHOTO 00IlecTBa
TpoM0030B U remoctasa [16]. KiimHuueckast xapakre-
puctuka 6oabHbIX ADC nipuBeneHa B a0, 1.

Tab6auua 1
KIMHUYECKUE U JIABOPATOPHBIE ITPOSIBJIIEHU S
ADC, N=82

IIpusHaku n %
Tpom0Oo03bI: 75 91,5
— apTepuajbHble 28 34,2
— BEHO3HbIE 32 39,1
— apTepuajibHble + BEHO3HbIE 15 18,3
AKy1mepckas naToJiorus 30 40*
Hekpurepuanbhbie npuzHaku ADC, accouunposanubie ¢ aDJI:
CeTtuaroe JmBenI0 64 78,1
Murpenb U MUTPeHENo00HbIE rOJI0BHbIE 00N 49 59,8
TpaH3uTOpHBIE HIIEMUYECKHE ATAKA 14 17,1
DIuIenTHYECKUiA CHHAPOM 6 7,3
ITopaxkeHue KJanmaHHOTO anmapara cepana 33 52,4
Jladoparopubie nposiBienuss AQPC
TpomoéonuToneHus 32 39
JloxnomnogoxureabHasa peaknusi Baccepmana 5 6
Boryano4HbIii AHTHKOATYJISTHT 68 83
AnTtuTena K Kapauommnuny Ig G 30 36,6
BA + aKJI Ig G 23 28,1

HpI/IMe‘{aHI/ICI * IIPOLUCHT paCcCYrTaH U3 YucCJja XKCHIINH

IIpucyrcTBue BoldaHOUHOTO aHTUKoarysiHTa (BA)
B IUIa3Me KPOBU OMPEEIISLIOCh COTJIACHO PeKOMeHa-
M MeXnyHapoJHOTO 0011ecTBa TPOMOO30B U FeMOC-
Taza [4, 30]. UccaenoBaHue npoBoauioch B lopoackom
HayYHO-TIPAKTUYECKOM IIEHTPe MPOMPUIAKTUKNA TPOM-
60308 'Y HUMU tepanmuu CO PAMH, . HoBocubupcka
(pyx. ueHTpa — K.M.H. A. A. IpomoB). Tpu sTana nua-
THOCTUKM BKJIIOUMJIM CKPUHWHT-TECTHI, TTOATBEPXKIa-
fOIIIMe TECThl CMEIIMBAHUSI, TECTHI, MOATBEPKIAIOIINE

dochomunua-zaBucuMyto Nnpupoay uHruoutopa. Ha
MepBOM 3Tare CKPMHUHTA TUIa3My KPOBU OOJBHOTO
HCCIIeOBaIM Ha MPUCYTCTBUE B HEMl MHTMONUTOPA CBEP-
TBIBAHUS KPOBY C TIOMOIIIbIO aKTUBUPOBAHHOTO YaCTUY -
HOTO TPOMOOIIJIACTUHOBOTO BPEMEHU U TECTa C pa3Be-
JIEHHBIM (0eHBIM) TpoMOOTUIaCTUHOM. Llenbio BToporo
aTara SBJSJI0Ch TTOATBEPKICHUE TTPUCYTCTBUS B TIa3-
M€ KpOBM OOJIBHOTO WHruOurtopa Koaryisuuu. Ilpu
9TOM TIPUMEHSIIN TPU CEPUU TECTOB C UCITOJTb30BaHU-
eM OegHOro TpoMOOILIacTUHA, KOAJIMHOBOTO BPEMEHHU,
SZIOBBIX TECTOB (dXUTOKC, Jiebetokc). McciaemoBaHus
MPOBOIMJINCH B MapaJUIeIbHBIX ONpeaeaeHusX. TpeTuit
9Tamn MpenycMaTprBal MOATBEPXKAeHUE aHTU(hOCHOIU-
MUIHOW HATIPaBJIeHHOCTH aHTUKOATYJIsTHTA. JIJ1sT 3TOTO
WCTIOJIB30BAIM TTOATBEPKIAIOIINI TECT C TPOMOOIIMTH -
HoM. [IpuMeHsIMCh HAaOOPBI peareHTOB «JIIoImyc-TecT»,
«Dkcnpecc-Jlomyc-TecT», «DXUTOKC» U KOHTPOJIbHbIE
Matepuaiibl pupMbl «TexHomorusi-Crangapt», Poccust.
HccrnenoBaHue NPOBOAWJIOCH € MCIOJb30BAHUEM
koarynomerpa Thrombotimer 1 («Behnk Electronik»,
Tepmanust). TlonoxutenbHblit BA onpenensuics y 68
(83%) GOJTBHBIX.

Onpenenenre aHTuTen K Kapauoaununy (aKJI)
IgG/IgM B chIBOpOTKE KPOBM TPOBOIMIOCH CTaHAAp-
THBIM UMMYHO(hEepMeHTHbIM MeTonoM [10] B eauHu-
max GPL/MPL; nnuarHocTU4ecKI 3HAYMMBIM CUUTAJICST
turp > 40 GPL/MPL. AnTUTena K KapAuOJUIUHY
00HAPYXKUBAMCH B TUarHOCTUYECKN 3HAYMMOM TUTpE
y 30 (36,6%) GonbHbix. BA u aKJI ogHOBpeMEHHO
omnpenensiuch y 23 (28,1%) 6GonbHbx. Y 32 (39%)
OoJIbHBIX OOHapyxXuBajach TpomboruuToneHus (<120
ThIC. B | MKII).

IMepBuunsbiiit AOC (ITADC) 6bIT AMATHOCTUPOBAH Y
45-tn 60mbHBIX (55%), BropuuHbiiit ADC (BADC) — vy
37-mu (45%). 3aboaeBanus, accounupoBaHHbie ¢ ADC
npu BADC, sxmouanu CKB (26 yen.), cmemiaHHOe
3a00/ieBaHUE COEAUHUTENbHON TKaHU (8 4yen.), peB-
MatouaHblil apTput (PA) (1 4esn.), aHKUIO3UPYIOIIUIA
cnoHawnoaptput (1 ven.), cunapom Charg-Strauss (1
yel.).

ITpu AD®C otrcyTcTBYeT pasneiieHUe Ha CTeTeHH,
cranuu, GyHKIIMOHATbHBIE KJIacChl, CYOKITMHUYECKUE
u MaHubecTHbIe (HOPMBI U T.JI., YTO 3aTPYTHSIET 00b-
eKTUBU3AIMI0O U aHAJIU3 JaHHBIX, Kacalolnxcs B3au-
MocBsi3u TedeHust ADC ¢ 0cOOEHHOCTSIMU CEMENHOTO
aHamHe3a. TeM He MeHee I U3y4eHUs] B3aMMOCBSI3U
«tsikect» ADC ¢ pasnuyHbIMU (haKTaMu CeMeHHO-
rO aHaMHe3a U BBIACJIEHMS] MPOTHOCTUYECKUX MapKe-
poB HeOmaronpusgtTHoro TeueHus ADC ObUIa YCIIOBHO
BbLIE/IeHA TToArpyImna (43 4ei.) ¢ «TSKeabIM» TeYEHU -
€M CHHJIpOMa, KOTOPOE XapaKTepu30BaIOCh HATUINEM
y TanuveHTa TPOMOO30B HECKOJBKMX THUIIOB (HAIpu-
Mep, apTepUaTbHBIA Y BEHO3HBIN ) W/ JTOKAIN3aINiA
(nampumep, cocynsl LIHC u kopoHapHbie cocyabl) u/
WA pEelUIUBUPOBAHUEM TPOMOOTMYECKUX Hapylle-
HUA.

BceMm 00bHBIM MPOBOAWIUCH OOIIEKIMHUYECKUE,
JlabopaTopHble, (PYHKIIMOHAIBHBIE 1 UHCTPYMEHTAJIb-
HbIE METOJIbI UCCIIETOBAHMSI.
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KiumHuKo-reHeanornyeckoe McciieoBaHue BKITIO-
Yyajio aHaJnu3 poaocsOBHBIX. OOIIee YMCI0 POACTBEH-
HHMKOB B POJOCTOBHBIX COCTaBWJIO 615 yen., cpenHee
YUCIO TIOKOJIEHWI B pojocioBHOW — 3,4, cpemHee
yucao+SD poACTBEHHUKOB B POJOCIOBHON OIHOTO
npobanga — 7,63 yen. K I crenenu KpoBHOIo poacTBa
OTHOCWJINCh POAUTENIU, OeTU, cuOchl, Ko Il creneHu
— NSIIA/TeTH, TUIEMSTHHUKW/TUIEMSTHHUITBI, 0a0yiiku/
JNenaylKu, BHYKU, noixycubesl, K III crenenu — aBo-
1opoaHble cubchl (Ky3eHbl). O poACTBEHHUKAx Oblia
MoJIydeHa clieyroliasi nHhopMalus: CTerieHb POACTBa
¢ TIpoOaHIOM, TIOJI, TOJ POXKIEHUS (VMJIK BO3PACT CMEpP-
TW), HaJIW4YME AayTOMMMYHHBIX 3a0osneBaHuil (AM3)
(B Tom yucine ADC), akymepckoit matojsorun (All),
cepaeyHo-cocyaucToix 3aboneBanuit (CC3) (UBC,
UIIEMUYECKUIT WHCYJIBT, TPOMOO3MOOUS JIETOUHOM
aptepuu, TpoMOOdaeOUT U TpoMOO3 TJIyOOKMX BEH,
apTepuabHas TUTIEPTEH3Ms), BO3PACT UX BOZHUKHOBE-
Hug. K «panHum» CC3 OTHOCWIM Cllydyal UX BO3HUK-
HOBEHMSI B Bo3pacTe <55 JIeT.

Briio o6cnenoBano 46 poncTBEHHUKOB 26-TH 60J1b-
Hbix ADC: 37 yen. (80,4%) 1 crenenu poxctsa u 9
yer. (19,6%) 11 crenenu poacrtBa. Cp. BozpactESD
— 29,5%16,4 ner (ot 12 mo 60 ner), m:x 1:2,3, miu-
TeJbHOCTh HabmoaeHus1 — 4 roga. M3yyeHue «Majbix»
MPU3HAKOB (CeTYaToe JIMBENO, MUTPEHb, KilalaHHas
MaToJIOTUST ceplla, TPOMOOIMTOIIEHUSI) U MCCIIen0-
BaHue BA mpoBoauioch TOJABKO B JaHHOW TpyrIe
poncTBeHHUKOB. llenecooOpa3HOCTh BbIIETCHUST yKa-
3aHHOI TPYIIITBI CBSI3aHA C HEOOXOMUMOCTBIO JIMYHOTO
OCMOTpa ISl KOHCTaTaluy OOJBIIMHCTBA «MaJIbIX»
nposiBiieHnit AOC. Mndopmannst 06 ocTalbHBIX POJC-
TBEHHUKaX ObLJIa ITOJTyYeHa IIPU paccrpoce MpodaHIoB,
TeehOHHOM OIPOCE POJACTBEHHUKOB U aHAJIM3€ COOT-
BETCTBYIOIIEH MEAUIIMHCKONM JOKYMEHTAIINH.

JIOCTOBEPHOCTh pazaniuii MeXIy TPyIIaMu OoIpe-
JIEJISUTA ¢ TIoMOoIIIbIo #-kputepust CteiofeHTa. st cra-
TUCTUYECKOM 0OpabOTKM pPe3yIbTaTOB TakKXkKe IMpuMe-
HSJTach JIOTUCTUYECKAS] PETPECCUsT ¢ OLIEHKOW MHIeKca
maHcoB (OR) u yuetom 95% noBepUTEIBLHOTO WHTEP-
Basa (CI) B omHOBapMaHTHOW W MYyJbTMBAapUaHTHOM
mozmessix (SPSS for Windows. Release 11.5.0).

Pezysvmamot

AHaJIM3 POIOCTIOBHBIX

25 6onbHbIXx ADC (30,5%) nMmenu HacaeACTBEHHBII
aHaMHe3, OTSTOIIEHHBIN 0 ayTOMMMYHHBIM 3a00Je-
BaHusM. O6mas yacrora AU3 cocrasuna 7,3% cpenu
BCEX POJICTBEHHUKOB, BKJIIFOUEHHBIX B POJIOCIIOBHBIE. B
14-tu cnyyasx A3 Habmoaanuch y OAHOTO pOACTBEH-
HUKa, y 11-Tu mpoGaHIOB ayTOMMMYHHYIO TTaTOJIOTHIO
WMeJIU JIBa POJICTBEHHUKA U3 OTHOW CEMBU.

YacroTa otnenbHbix A3 1 ux pacrnpeaeneHue no
MOJy M B 3aBUCUMOCTHU OT CTEIIEHM KPOBHOTO POJC-
TBa MpuBeaeHa B TabJ. 2. Haubosee pacnpocTpaHeH-
HbiM AW 3 cpenu poacteeHHUKoB 0buta CKB, koTopoii
CTpaJaiv MIPEUMYIIECTBEHHO XeHIIMHBI. PA ObL1 3ape-
TUCTPUPOBAH y 3-X POJCTBEHHUKOB, PEaKTUBHBIN apT-
PUT — y 6-TU. AHKUJIO3UPYIOLIMM CIIOHIUIOAPTPUTOM,

Tabauya 2
AYTOUMMYHHAAS ITATOJIOTUA Y POJACTBEHHUKOB
BOJIBHBIX A®C
3a0o Icr. poxcrea HWroro' II ct. poncrea III cr. HWroro?
JeBa poacTsa
HHEe M X M XK M XK
n %*n %*n % n %*n %* n %n %*n_ %
ADC 1 0,6 6 1,47 1,8 - - - - - - - - 7 1,14
CKB 106 818923 2 12- - - -106121,95
PA - - 205205 1 06-- =---- 3 049
BB 212 - - 205 - - - - - - -~ 2033
yim 1 06 - - 10,3 - - - - - -=- 1 0,6
BP 106 - - 103 - - - - ---- 1 0,6
PeA 2 12205410012 12- - - - -- 6 098
AUT - - 51,1513 - - - - - - -~ 5 081
ABA 2 12 409205 - - 205---- 8 13

IMpumeuanne: ADC — antudochomunuaneii cuaapom, CKB
— CHCTEMHasl KpacHasl BoluaHka, PA — peBMaTOUIHBIN apTpuT,
Bbb — 6one3un bexrepena, YII — y3enkossiit nepuaprepuut, bP
— 6one3Hb PeitHo, PeA — peaktuBHbIi apTput, AUT — ayronum-
MYHHBI TUpeonauT, ABA — aronmmueckast OpoHXHaIbHas aCTMa.
* -IIPOLEHT paccUMTaH M3 OOLLIEro 4yucia XeHUUH (444 uen.)
uiau MyxxauH (171 4en.), UToro' — MpoLEeHT pacCuMTaH U3 YKciIa
poactBeHHUKOB I cT. poncTsa (393 yes.), UTOro? — MPOLEHT pac-
CUYMTAH U3 OOILEro Yncia poaCcTBeHHUKOB (615 vel.).

Y3€JIKOBBIM TOJIMApTepUUTOM, 00JIe3HbIO PeliHo cTpa-
JTaTi MY>KYMHBI, TOT/Ia KaK ayTOUMMYHHBIN TUPEOUIUT
(AWUT) orMeyascst TONbKO y XeHIIMH. B 8-Mu ciyya-
X IUarHOCTUPOBAJaCh aTonuyeckass OpoOHXUaIbHAs
acTMa, yaille y POJACTBEHHUKOB | cTerneHu poacTsa u
KeHInuH. OOpaiiiaeT Ha ce0sl BHUMaHME TOT (akT, uTo
Bce A3 mouTu B 2 pa3za yauie BCTpeYaauch Cpeau XXeH-
mwuH (MK 1:1,9) 1 poancTBeHHUKOB | cTeneHu poacTsa
(LILIIT =37:7:1).

A®DC, nmoka3aHHBI TOBTOPHBIM OOHAapyXeHUEM
a®dJI, OBUT IMarHOCTUPOBAH Y 7-MU YeJIOBEK, BCE OHU
SIBJISUIUCh POJICTBEHHUKAMU MEPBOI CTeNEHU PONCTBA.
Camoli yactoii hopMoli BHyTpUCEMENHON 3aboJieBae-
MOCTH OBUTM TTapbl MaTh/0Yb WJIK MaTh/ChIH, rae ADC
BCTpevascsl, COOTBETCTBEHHO, B 4-X U OJJHOM CJIy4dasix.
B nByx cinydasx AOC auarHOCTUPOBAJICS B TIape CecT-
pa/cectpa.

Ha ocHoBaHMM KIMHWYECKUX JAHHBIX — «IIpe-
xaeBpeMeHHble» CC3 u AIl —, ADC 6bUT 3aI10003-
peH y 26-TU POICTBEHHUKOB (28 cllyyaeB «paHHUX»
TpoM6030B U All). ITo paznuyHbIM MpUYMHAM (CMEPTH
POACTBEHHUKA, OTAAJEHHOCTh MPOXWBAHUS U NIpP.) B
nmanHoi rpymie quarHo3 ADC He ObIT Bepu@UILIMPO-
BaH cepoJjiornyecku. «PaHHUil» MHMapKT MuUOKapjaa
(MM) nepenecnu 13 yenosek: 10 My>XUuH U 3 XKeHIIU-
Hbl (Tabs. 3) C JeTaTbHBIM UCXOAOM B JBYX CIydasix.
CpenHuii Bozpact=SD Bo3HukHOBeHUs1 UM cooTBeTc-
TBOBaJ 4418,1 rr. MineMuyeckre MHCYALThI HabJ101a-
JIICh B Bo3pacTe 47,716,6 jeT y BocbMM uyesioBek (1o 4
XEH. U MyX.). JIeTaJIbHbII UCXOM TakKe OTMEYasics y
JIBYX 4esoBeK. MaTh OJHOWM M3 MallMeHTOK MepeHecaa
Me3eHTepUaIbHbI TpoMO03 B 49 JeT, Ipyroii namueH-
TKU — TpoM0O03MOOJIMIO JierouHoil aprepuun B 31 rof,
TpeTbell MalMEeHTKU — TPOMOO3 IIIyOOKUX BEH Tasa
B 46 ner. PasHooOpasHast AIl, mo maHHBIM OIIpoca,
BCTpeyaiach y pOACTBEHHUKOB 13-TH O0JTbHBIX, OMHAKO
nuarHoctTrudeckuM kputeprussm ADC cooTBeTCTBOBAIN
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Tabauya 3
«PAHHUE» TPOMBO3bI U AKYIIIEPCKAS ITATOJIOTUA
Y POJACTBEHHUKOB BOJIbHBIX A®C

3a0oneBanne | cr.

Hroro! II cr. Hroro* HWroro®

poxcrsa, poxcrtsa,

gel1. qelr.

M X n % M x n % n %
OUM 7 2 9 233 1 4 23 13 23
nun 3 2 5 1,31 1 2 1,2 7 1,2
AIl - 5 5 2% - - - - 5 1,4*
Tip. -3 3 08 - - - - 3 05
Hroro 10 12 22 56 4 2 6 34 28 49

[Tpumeuanue: OUM — octpwlii uHbapkT Muokapaa, U — unie-
muueckuii uHCynsT, Al — akymepckas maronorus, p — apyrue
TpoM603bl. MTOrol — mpoleHT paccuMtaH U3 OOLLEro vucia
ponctBeHHUKOB | cT. ponctBa (393 yen.), uroro2 — u3 o0IIeTO
yucia poactBeHHMKoB 11 ct. poxcrea (175 yven.), utoro3 — u3
yucia ponctBeHHUKOB I 1 11 ¢T. poacTBa, * — u3 ynca XeHIIWH.

TOJIBKO TISITHh CJydaeB. Y JBYX XEHIIMH HaOJI0IaIncCh
0oJiee Tpex BMM30/I0B MOC/IEA0BATEIbHO Pa3BUBIINXCS
CMOHTaHHBIX abopToB 10 10 Hemeslb GEPEeMEHHOCTU C
HUCKITIOUeHNEM aHAaTOMUYEeCKUX, TOPMOHAJILHBIX Hapy-
IIeHW W OPYIuX MPUIWH, Y TpeX XEeHIIWH — OIWH
anu30/ rudean MophoJIorniecKu HOPMaJIBHOTO TII0oAa
Ha 14, 22 u 24 Henensax 6epeMeHHOCTH.

VY npobGaHmnoB M POACTBEHHUKOB, CTpalarolIUX
A®DC, B MoJIOBMHE ClTydaeB HaOJI0OAAIOCh COBITaficHIE
TAMa TpoM0OO3a, TO €CTh IS TOJIOBUHBI CeMell ObLI
XapaKTepeH OIpeeIeHHbIN TUTT TTIOpaskKeHUs COCYIOB.

«TskecTb» Teuennss ADC u ceMeiiHbIii aHAMHE3

J1s1 OLIEHKM B3aWMOCBSI3U <TSIKECTU» TEUCHMUS
ADC c oTnenbHBIMU (paKTaMM CEMEHOTo aHaMHe3a,
OBLTM BBIIEIEHBI TTPOOAH/IbI, UMEIOIINE POJCTBEHHU-
KOB (HE3aBUCUMO OT CTENIEHUW POACTBa) 1) ¢ JM00BIMU
CC3; 2) ¢ «paHHUMH» Tpombo3aMU; 3) C «paHHU-
MH» TPOMOO3aMM WM TIPUBLIYHBIM HEBBIHAIIMBAaHUEM
OepeMeHHOCTU; 4) ¢ TpoMbo3aMu B Bo3pacTe > 55
set; 5) ¢ moctoBepHBIM ADC. B ceMbsIX OOJTBHBIX C
«TsekeTbiM» TedeHrneM ADC garne BCTpevyaanch JIAIIA,
cTpamamIlme pa3HooOpasHOl CepaedHO-COCYIUCTOMN
marosiorueit (86,1% vs 66,7%, p<0,05) u nepeHecuive
TpoMOO3BI B MOJIOAOM U cpeaHeM Bospacte (27,9% vs
10,3%, p<0,05). I1o pe3ynbraTaMm JOTUCTUYECKOIO PEr-
peccuoHHOTO aHanu3a Hammure CC3 cpeau poncTBeH-
HUKOB OOJIbHBIX OBLIO JOCTOBEPHO acCCOLIMUPOBAHO
¢ HeGmaronpusiTHbIM TeueHneM ADC: OR 3,13 (95%
CI 1,02-12,4, p<0,05) B omHO- WU MYyJbTUBaAaPUAHTHOM
MOJIEJISIX.

«MauJibie» MIPU3HAKM W BOTYAHOYHBINA AHTHKOATYJISHT
B ceMbsiX 00bHbIX ADC

Y 76% (62 u3 82-x) 6onbHbIX ADC OCHOBHBIM
KJIMHUYECKUM TIPOSIBIIEHUSIM — TpombOo3am uiu All,
— TIPEJIIECTBOBAJIO TIOSIBJIEHWE HEKPUTEPUATBHBIX
MPU3HAKOB CUHAPOMA B cpeaHeM 3a 11 jeT no pa3Bu-
st AAC. JIo BOSHUKHOBEHMSI OCHOBHBIX TIPOSIBIICHU
ADC antudochonunuaHble aHTUTETa HE UCCIeI0Ba-
JIUCh HU B OmHOM ciiyyae. CaMbIMU YacCTbIMM «MaJIbl-
MW» TIpU3HAKaMU ObLTA M caMble pacipoCTpaHEeHHbIE
nposieiiennst AOC — cetyaroe JauBeno (15 uz 62-x

6oJbHBIX, 24,1%) 1 MUIpEHb WIM MUTPEHENOI00HbIE
rosioBHble 6o (22 uven., 35,5%). Y 9-tu ven. (14,5%)
BBICTYIIUBAIUCH CEepIAeYHbIE ITyMbl W 3XOKapauoOr-
paduyecku OMNpeAesuch YTOJNIIEHUE, YIUIOTHEHUE
CTBOPOK MUTPAJIBHOTO, a0PTaJbHOTO KJalaHOB, MPO-
JIafiC MUTPAJIBHOTO KJamaHa. B OTmeabHBIX cllydasx
(4 uen., 6,5%) perucTpupoBajach TPOMOOLIMTOIIEHHSI.
Kpome Ttoro, mo pasputusg APC y yacTu OOIBHBIX
OTMeYaIuCh CUHKONAIbHbIE cOCTOsIHUs (5 uen., 8,1%),
TTOBBIIIIEHHAs! KPOBOTOYMBOCTH IO TETEXUATBHO-TISIT-
Hucromy tumy (19 yen., 30,6%) u npu3HaAKU CUHIpPOMA
Peiino (10 uen., 16,1%) — cuMMeTpUUYHOE MTAPOKCU3-
MaJIbHOE OJHO- WM ABYyX(da3Hoe, penko — TpexdaszHoe
U3MEHEHUE OKPACKU MaJbLEB.

ITpu o6cnenoBaHUU TPYIIbBI POACTBEHHUKOB 00JIb-
HeIX ADPC OBUIO BBISIBIIEHO, YTO CETYATOE JIUBEIO
BcTpeyasnoch B 58,7% ciay4dae (27 u3 46-Tu 4es.), MUT-
peHb U MUTPEHENOA00HbIe TOJIOBHbIE 601 — B 47,8%
(22 yen.), knanmaHHas naTojorusl cepaua (YroTHEHUe
CTBOPOK MUTPAJILHOTO KJlallaHa ¢ MUHMMAaJIbHOM Kia-
nmaHHoi aucdyHkuueii) — B 28,3% (13 uen.), ymepeH-
Has TpomOouuToreHus: (B cpeaHeM, 99,6%7,2x10° i),
a TakKe MUICTTUYECKU CUHAPOM U OOMOPOKM — B
13% (6 uen.). Kpome toro, y 28,3% (13 uei.) poncTBeH-
HUKOB HaOJoJaINCh TIPU3HAKU cUHIpoMa PeiiHo, y
11% (5 4en.) — TpoMOOMIEOUT HUKHUX KOHEYHOC-
Teid. ¥V 18,8% xeHiuH (6 yesn.) B aHaMHE3€ MMEJIUCh
ONIHOKpaTHBIE BBIKWABIIIA Ha PaHHUX CpoKax Oepe-
meHHocT. Y 30,4% oGcnenoBaHHbIX (14 yen.) oTme-
YaJIMCh HOCOBBIE KPOBOTEUECHUSI, IETEXUATbHbBIE BHICHI-
MaHUSL U «OeCpUUYMHHOE» 00pa30BaHUE IKXUMO3OB,
ay 4,4% (2 4en.) — NUHEWHbBIE MTOIHOITEBbIE FEeMOP-
paruu. KoHcraTamusi MmposiBIEHU TeMOpparuyecko-
rO CUHApPOMA MPOBOAWIACH MPU TIEPBUIHOM OCMOTpE
0 Ha3HAYEHMS TperapaToB, BIMSIONIMX HAa CUCTEMY
remocta3za. B 1e1oM oTaenbHbIE «Majible» MPU3HAKU
U WX COYETAaHMSI BCTpeUaIuch 0ojiee 4YeM y MOJOBUHBI
00C/IeIOBaHHBIX POJICTBEHHUKOB.

CpaBHUTEIbHAST XapaKTEPUCTUKA YaCTOTHI «MaJIbIX»
nposiBieHniit ADC y ponCcTBEHHUKOB OOJIBHBIX TEp-
BUYHOI M BTopmuyHOil (popmamu ADC He BbISIBUIA
CYIIIECTBEHHBIX Pa3IUYUil, KpOMe KJIalaHHOUW MaToJio-
MU, KOTOpasi CTATUCTUYECKU 3HAYMMO 4allle BCTpeva-
JIach TIPHM HACJIEACTBEHHOU oTsromeHHocT 1o BADC
(p<0,05).

BA o6HapyxwuBacst y 21-ro u3 26-tu (80,7%) 60.1b-
HbiXx ADC n y 18-t1 u3 46-111 (39,1%) X POACTBEHHU-
KoB. I1pu 3ToM 13 35 poacTBeHHUKOB BA-TTO3UTUBHBIX
OonbHBIX BA ObuLT HalimeH y 17-Tu, 4TO coCTaBU-
0 48,5%, torma kak cpeau 11-Tu poACTBEHHMKOB
BA-HeratuBHBIX 007bHBIX ADPC BA BEISBIISIIICS TOJBKO
y omHoro uejoseka (9,1%) (p<0,05). B ta6n. 4 npen-
CTaBJIEHO pacmpeneieHue 4actotel BA cpenu poxc-
TBEHHUKOB B 3aBUCMMOCTM OT THUIIA HACJEIOBaHUSI.
OOpaiaetT Ha cebs BHMMaHME HauOoJbllas yacToTa
obHapyxeHusi BA y poncteeHHuKoB | creneHu pozac-
TBa, B OCOOEHHOCTH B TIape MaTh/ChIH.

I CONOCTaBJICHUSI  «MaJlbIX»  IIPOSIBJICHUU
ADC ¢ BA mpoBeneHO CpaBHEHWE UX YacTOThI Yy
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Tabauua 4
PACITPEJAEJIEHUE YACTOTBI OBHAPYXEHWA BA
B 3ABUCUMOCTU OT TUIIA HACJTEJTOBAHU S

Tun nacnenoBanusi Ymcao map BosruaHOYHDI AHTHKOATYJISIHT

n %
MaTb/104b 15 5 33,3
MaTh/ChIH 13 8 61,5
cecrpa/cectpa 9 4 44 4
TeTsA/IiemMsaHHuna 7 1 14,3
0a0ymKa,/BHyYKA 2 0 0

BA-no3utuBHbiX U BA-HeraTUBHBIX pPOJACTBEHHMU-
KoB (Tabj1. 5). ENMHCTBEHHBIM MPU3HAKOM, KOTOPBI
CTAaTUCTUYECKM 3HAUYMMO Yallle OOHapyXuBajcs Yy
BA-103UTUBHBIX JH1L, ObLJIa TPOMOOLIUTOTICHUSI.
Tabauuya 5
CPABHUTEJIIbHASA XAPAKTEPUCTUKA YACTOTbI

«MAJIBIX» ITIPU3SHAKOB A®C Y BA-TIO3UTUBHBIX
(N =18) 1 BA-HETATUBHBIX (N =28) POACTBEHHIKOB

BOJIBHBIX A®C

«Manbie» npu3Haku BA-nosutusnbie BA-Heratmehbie T  p

n % n %
Ceryaroe uBeno 12 66,7 15 53,6 0,88 0,39
MurpeHb 10 55,6 12 42,9 0,84 0,41
Knanannasa nato- 5 27,8 8 28,6 0,06 0,96
JIOTHst
Temopparmueckuii 6 333 9 32,2 0,09 0,93
CHHIPOM™*
Ilpusnaku cuaapo- 4 222 9 32,2 0,73 0,47
Ma Peiino
DNu-CHHIPOM 1 5,6 2 7,2 0,21 0,83
CuHKOnajbHbIe 2 11,1 1 3.8 1,80 0,08
COCTOSIHMS
TpomOouuTonennst 5 27.8 1 3.8 2,38 0,02

[IpumMeyaHue: * oTMEUEHbI CTATUCTUYECKU JTOCTOBEPHbIE Pa3/iu-
yust ipu p<0,05, ** — KPOBOTOYMBOCTb MO METEXUATBHO-IISAT-
HUCTOMY THITY.

Bcem nuiiaM ¢ MOJIOKUTENBHBIMUA pPe3yJibTaTaMU
omnpeneneHus BA u/wimm «maasiMu» mpuzHakamMmu ADC
MPOBOJAMJIACH MEPBUYHAS MPO(UIAKTUKA TPOMOO30B.
OHa BKJIIOYaJIa PeKOMEHAALMU MO YCTPAHEHUIO ApY-
rux (akTopoB pucka TpomMOooOpazoBaHusl (KypeHue,
OXUPEHUE, TIPUEM TOPMOHAIbHBIX KOHTPALIENITUBOB),
MEIMKAMEHTO3HYI0O KOPPEKIMIO BBISBISIEMbIX Hapy-
IIEHUI B CUCTeMe TeMocTa3a (Ae3arperalThbl, CYJI0eK-
CUJl, HU3KOMOJIEKYJISIpHbIE rernapuHbl). B TeyeHue 4-x
JIETHETO TMepuoja HaOMIONEeHUs 3a POICTBEHHUKAMU
6ombHBIX ADC HM y OTHOTO U3 HUX HE Pa3BUIUCH
TPOMOOTUYECKUE OCIOXKHEHUS.

Obcyxcoenue

ITpynma skcnepToB, oOCyXnaBuias IOCJIEIHUE
Ki1accuUKaIMoHHble KpUuTepun noctoBepHoro AQC,
BbLIEIWIA KJIIMHUKO-JTA00PaTOPHbIE U3MEHEHUST, KOTO-
pble ObLTM 0003HAYEHBI KaK «MPU3HAKU, aCCOLMUPO-
BaHHble ¢ ADC, HO He BKIIIOYEHHBIE B MEPECMOTPEH-
Hble Kputepun» [16]. K HMM OTHeceHbI ONMUCaHHbIE
pasee adJI-accoumrpoBaHHBIC TIPU3HAKK [7-9]: Kia-
MaHHasl MaToJOTUs cepllia, CeTYaToe JuBeno, Hehpo-
naTusi, HEBPOJIOrMYEeCKUE HapylIeHUST (MUTPEHb, SIH-
JIEITUYECKUI CUHAPOM, XOpes, MOMePeYHbIi MUEUT),
TPOMOOLIUTOINEHUS, a TakXKe Ps APYTUX JiabopaTop-

HBIX Mokasatesieil. [TomuepkuBanoce, 4To, XOTS acco-
nManus naHHbIX TposiBieHuit ¢ ADPC u3BecTHa, MX
BKJTIOUeHUE B Kputepuu moctoBepHoro ADC moxer
MPUBECTU K CHUXXEHUIO JUAarHOCTUYECKO crieluduy-
HOCTU TTOCJIETHUX.

ITporHocTuyeckasi pojib 3TUX MPOSIBJIEHUI B pa3BU-
T ADC okoHYaTebHO He sicHa. BoimeneHue «Bepo-
SITHOTO» U «BO3MOXHOTO» BapuaHntoB ADC ¢ mpume-
HEHUEM YKa3aHHBIX <«IOTIOJIHUTEIbHBIX» IPU3HAKOB
MOXET OBITh MOJIE3HO 151 00Jiee paHHEW AUArHOCTUKU
cunapoma [3, 20]. B HameM ucciaeioBaHUU «Majbie»
MPOSIBJICHUSI — MUTPEHb, CETYATOE JIUBEO0, TOPaXKEeHUE
KJIallaHOB cepllia, TPOMOOLIMTONIEHUS, SITU-CUHIPOM,
a Takke Mpu3Haku cuHapoma PeiiHo u remopparuyec-
KWl CUHIPOM — SIBIISUINCH «paHHUMW» IIpU3HAKaMU
ADC y 76% OONBbHBIX U OOHAPYXUBAIUCH Oojiee YyeM
y TOJOBUHBI OOCJIEIOBaHHBIX POACTBEHHUKOB. [lpu
9TOM UCTUHHAs YaCTOTa TPOMOOILIMTONIEHUHU U KJlaraH-
Hoii rratosioruu y 60mbHbIX ADPC 10 pa3BUTHUSI OCHOB-
HBIX KJIMHUYECKUX TIPOSIBJIEHWI CHUHIpOMa MOXKET
OBITh BBIIIIE, TAK KaK y psiia MalMeHTOB OTCYTCTBOBA-
JIM aHAJIU3bl KPOBU U PE3YJbTaThl 3XOKapauorpabuu
JIOCTAaTOYHOM JABHOCTU.

[ToBbIIeHHAsT KPOBOTOYMBOCThH I10 TETeXUaJb-
Ho-nigTHUcToMy Tuny (o 3. C. bapkarany) otpa-
JKaeT KOJIMYECTBEHHBbIC /MM KauyeCTBEHHBbIC aedek-
Thl COCYIMCTO-TPOMOOLUTAPHOIO 3BEHAa reMocTa3a.
YMepeHHOe CHUXXEHHE KOJIMYECTBA TPOMOOIIMTOB
perucTpupoBaiiochy 13% poncTBEeHHUKOB, TOCTOBEPHO
yalle B MOArPyMIe ¢ MOJOXUTEIbHBIM BA, 4TO MOXeET
00BsicHATECS BKiIamoM a®dJI B pa3BuTHE TPOMOOIIUTO-
neHuu. OJHAaKO U3BECTHO, YTO YMEPEHHas TPOMOOIIM-
TOMEHUSI COMPOBOXKIAETCS TeMOpparnyecKuMu Ipo-
SIBJICHUSIMU TOJIBKO TMPU HAJIMYUKM TPOMOOILIMTOIIATHH.
Kpome Toro, remopparuyeckuii CUHAPOM BCTpeYasICs
MOYTHU Y TPETU OOJBHBIX U 00CIETOBAHHBIX POJCTBEH-
HUKOB, M03TOMY y 601bHBIX ADPC 1 UX pOJICTBEHHUKOB
MOTYT MPUCYTCTBOBATh Ka4eCTBEHHBIE Ne(PeKThl (hyHK-
LIMX TPOMOOIIUTOB (TPOMOOLIMTOTIATHH).

BepositHo, HekputepuanbHbie TposiBieHuss ADPC
n/vmn a®@JI y ponctBeHHUKOB 00sbHBIX ADPC MoryT
paccMaTpuBaThcsl B pamKax «mpe-ADPC» U UCIOIb30-
BaThCsl KaK KpUTEpUit 0TOOpa JIUIL C PUCKOM PA3BUTUSI
ADC st mpoBeeHUs MPOMUIAKTUKY, HATTpaBIeHHON
Ha KOHBEHIMOHAIbHbIE (HAKTOPBI pUcCKa TPOMOO30B U
CUCTEMY TeMOCTa3a, B 3aBUCUMOCTU OT BBISIBISIEMbIX
U3MEHEHUI.

Ha ocHoBaHMM aHaiu3a pa3JIuyHBIX OMuUcCa-
Huii cemeiiHbix ciaydaeB ADC u/mwim adJI, L. R.
Sammaritano u J. C. Piette caenanu psia BbIBOAOB: 1)
cemeitiblii ADC 0OBIYHO OTHOCHUTCSI K TpYIIIe Iep-
BuuHoro ADC; 2) nMpenMyIIecCTBEHHO CTPaIaloT KeH-
1UHbBL; 3) HauboJiee yacToi ¢opMoil BHyTprUCceMeiHO
3a00J1€Ba€MOCTHU SIBJISIETCS Tlapa CUOCOB, KaK MpaBUJIo,
cectpa/cectpa; 4) B omHUX ceMbsiX ADC TIpOsIBIISICTCST
apTepuaJbHBIMU TPOMOO3aMHM, B IPYTMX — BEHO3HBIMU
[23]. B Haiiem uccienoBaHUM CaMbIM YacThIM TUIIOM
HacnemoBanuss ADC OblJ1a MaTh/I0Yb, HAMOOJIEE YACTO
mopaxaauch XeHIIUHBL. Ciydan mocroBepHoro ADC
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OBLTM BBISIBJIEHBI TOJILKO CPer POJICTBEHHUKOB | cTe-
neHu poxactBa. CoBrageHue TUIa TpoMOO3a OTMeva-
JIOCh B TIOJIOBUHE CEMENA.

BuccnenoBanuu cemeitnoro [TADC, BEIITOJTHEHHOM
N. Goel u coaBT., HATMYKUE PEBMATUYECKOU MATOJIOTUU
Yy WIEHOB CeMbU HapsAny C APYTUMU IPOABICHUAMU
paccMaTpUBaJIOCh KaK «Maltblii» mpuzHak ADC [12]. J.
C. Piette Takcke npeajiaraj BKIIOUUTh HACTIEICTBEHHYIO
otsromeHHocTh o CKB wim ADC B «Mmaible» mpu-
3Haku ADC [19], yTo momuepKuBaeT OOJBIINIA PUCK
BosHUKHOBeHUsT ADC cpenn poACTBEHHUKOB TaKUX
O0obHBIX. HacnencTBeHHBI aHaMHE3, OTSTOIIEHHBII
no AW3, B JaHHOM UCCIeI0BAaHUN UMEU OKOJIO TPETU
Mpo0aHI0B. AYTOMMMYHHYIO TIaTOJIOTHIO B CEMBbSIX
60bHBIX ADC oTMEYanu U Apyrue ucciaenosarenu [23,
28, 29]. Hanmpumep, W. A. Wilson u coaBT. o0cienoBa-
Ju 38 pOoACTBEHHUKOB 1-0if M 2-0¥i CTeNeHU pOACTBa
Tpex 6osbHBIX [TADC. AyTouMMyHHBIE 3a00JI€eBaHUST 1
ayToaHTUTeNa ObLIM HaiimeHbl y 16-Ti (42%) denoBek
[29]. PerpocnekTuBHOE Uccaenoanue 108 maiueHToB
¢ ADC (39 — TADC u 69 — BADC) nozpoawio M.
Weber 1 coaBT. OOHAPYXXUThb ayTOUMMYHHYIO IaTOJIO0-
o y poactBeHHUKOB 10% nanuenTtoB ¢ [TADC u 25%
— ¢ BA®OC [28].

PacnipocTpaHeHHOCTh BOJIYAHOYHOTO aHTUKOATY-
JITHTA CPelU 3M0POBBIX JIUI] COCTABIISIET, IO PE3yiIbTa-
TaM pas3HbIX ucclenoBaHuii, ot 0 n1o 4% (B cpenHeM
1-2%) [13, 18, 22, 24] 1 ¢ BO3pacTOM MOXET YBEJIM-
quBatbes 10 5% [5]. BA cpenu o6cienoBaHHBIX HAMU
POICTBEHHUKOB BcTpevasics y 39,1%, To ecTh ¢ yac-
TOTOWM, NMPEBBIIAIOLIEH B IECATKU pa3 CPEIHEIONYJIsI-
IIMOHHYIO, YTO, BEPOSTHO, MOXET CBUIETEIICTBOBATH
0 HacJjielryeMoil TIpUpoje NTaHHOTO KOaryJsiiMOHHOTO
deHoMeHa.

OrnucaHHble B JIUTEpaType pe3yIbTaThl UCCIIeI0Ba-
Hust a®JI B ceMbsiX OOJTBHBIX ayTOMMMYHHBIMU 3300-
nepanusMu, ADC (gamre ADC B couetannu ¢ CKB), a
TakXe Cpear POJACTBEHHMKOB 0ECCUMIITOMHBIX HOCH-
teneit a®JI mMpoko BapbUPYIOT BCIIENCTBUE pPa3HO-
POIHOCTU M3ydyaeMbIX Ipymil. B psiie padbot obcyxkna-
€TCSI COOTHOCUTEJIbHASI POJTb TEHETUYECKUX 1 CPETOBBIX
dakTopoB, Brusomux Ha cuHte3 adJI [15, 21]. Tak,
E. L. Radway-Bright u coaBt. o6ciienoBanu 43 310po-
BBIX UeJIOBeKa, 18 M3 KOTOPBIX SIBISUIUCH CYIIPYraMH,
25 — poncTBeHHUKaMM 1-oii creneHu ponactBa 14-tu
nanueHToB ¢ ADC n CKB. I1o cpaBHEHHNIO C KOHTPO-
neMm, IgG ad®@JI (aKJI, anturena x ¢ocharuauimHo-
3UTOJIYy U Jp.) 3HAYUTEJILHO Yallle 0OHapyXUBaJIUCh Y
poncTBeHHUKOB O0osibHBIX BADC, Torma Kak pacrpo-
CTPaHEHHOCTb TEX K€ aHTUTENl Y CyNpyroB He MMesa
OTJINYUIA OT KOHTPOJIsI. ABTOpamMu OBLT CIeaH BBIBOJI
0 MPEUMYIIECTBEHHOM BJIMUSIHUM T€HETUYECKUX (DaKTO-
pPOB B OTJINYME OT CPEJOBBIX HAa PacrpoCTPaHEHHOCTh
a®dJI [21]. B Hamem uccienoBaHUM Ipeodiianaoiiee

BJIMSIHUE HACJeACTBEHHBIX (PaKTOpoB Ha cuHTe3 BA
MOATBEPXKIAeT ero oOHapyXkeHue Oojee 4eM B IISIThb
pas yailie y poCTBEHHUKOB BA-MO3UTHUBHBIX OOJBHBIX
A®DC 110 CpaBHEHMIO C POJICTBEHHUWKAaMU MMPOOAHIOB
C OTpULIATeJIbHBIMU pe3yabTaTaMu ucciiegoBaHust BA.

3axarouenue

BoiablIMHCTBO 0Oosie3HEN SIBASIETCSI PE3YJbTaTOM
B3aMMOJICMCTBUSI MHOTMX T€HOB U (PAKTOPOB OKpY-
xaronieir cpeabl. CeMelHbII aHaMHE3 TPeNCTaBIsSIeT
CcO0O0Ii XOpOIIO JOKa3aHHBINA, MEPCOHUPUIUPOBAH-
HBIi TEHOMHBI MHCTPYMEHT, KOTOPBIA OXBaThIBAET
MHOTME U3 9TUX B3aUMOIEUCTBUI U MOXKET CIIy>KUTh
KPaeyrojbHbIM KaMHEM ISl UHIAUBUIYATU3UPOBAHHOM
npodunaktuku 6onesnu [1]. UccrenoBaHue cemeii-
HOTO aHaMHe3a OCTAaeTCS OYEHb BaXXHBIM METOIOM,
MO3BOJISIIONIMM TIPeACKa3aTh PUCK Pa3BUTHUS LIEJIOTO
pssima M®3, taknx kak MBC, pasHbeie opMbl paka,
OpoHXMaJIbHAsA acTMa, CaxapHbI AuabeT 2-ro TUMa U
MHOTHUE IpyTHe.

AHTUGDOCHOTUNUAHBIA CUHIPOM B CEMbIX 0O0Jb-
HBIX JUAaTHOCTUPYETCS MPEUMYIIIECTBEHHO Y POJCTBEH-
HUKOB | cTemeHW pojacTBa M JIMI[ KEHCKOTO IMOJa.
CrnenoBarebHO, BEPOSITHOCTb MOPaXeHUS NEeBOYEK U
OnMMXKaWIINX KPOBHBIX POJCTBEHHUKOB MPU HATUYUU
A®DC B ceMbe TPEBBINIAET TAKOBYIO JIJISI MATbUUKOB U
ponctBeHHUKOB II u III creneneit poactBa. Bricokas
yacToTa BCTpedyaeMocTu BA y poacTBEHHUKOB 0OJIb-
HbiX ADC (39,1%), BepoOsITHO, CBUIETEILCTBYET O €ro
HacjieTyeMo MpUupo/e.

3HayeHHue KIUHUKO-TE€HEeAJTIOTUYeCKOro MeTojaa
npu ADC, mo HamemMy MHEHUIO, BKIIOUAET CIIemy-
omuye nonoxeHus: 1) Ilpu HamMuuy MOKa3aHHOTO
nmn nono3peBaemMoro ADC B cemeifHOM aHamHe3se,
«manbix» nposieiennit AOC u/unmn ad®Jl y mamnumeH-
Ta (pOICBEHMKA)BO3MOXHO BbieneHue «mpe-ADPC» u
MPOBeIeHUE TEPBUYHON MPODUIAKTUKU TPOMOO30B,
HaOJIOAEHUS WM MOHMTOPUHIA CHUCTEMbI IeMOCTa3a.
OrcyTrcTBUE TPOMOO30B Cpelu HaOII0IABIIUXCSI HAMU
ponctBeHHUKOB 00MbHBIX ADPC ¢ HamudueM y HUX
BA wn/unu «Majbix» NMPU3HAKOB B TedyeHUe 4-X JIeT
MpU TPOBEACHUU TEPBUYHON MPODUIAKTUKUA TPOM-
0030B, MO-BUAUMOMY, MOXKET CIY>XKUTh JOKa3aTeJbC-
TBOM HEOOXOOMMOCTU U 3(PDOEKTUBHOCTU MOAOOHOMI
npodunaktuku. Lesecoodpa3HOCTh BbIIEIECHUS «IIpe-
ADC» TpeOyeT YTOUYHEHMSI B HAJbHEUIIUX TPOCIEK-
TUBHBIX UccienoBaHusX. 2) MccnenoBanue ceMeitHOTO
aHaMHe3a MOXET MPUMEHSThLCS U1 MPOTHO3UPOBAHUS
TsokecTr TedeHnst ADC, 94To MO3BOJUT (POPMUPOBATH
TPYTIIBI TTOBBIIIEHHOTO PUCKAa BOZHUKHOBEHUSI HOBBIX
SMU30I0B TPOMOO30B U MPOBOIUTH AKTUBHYIO BTOPUY-
HYI0 PO UIAKTUKY C KOHTpoJIeM (haKTOPOB, MOIAI0-
LIKUXCST KOPPEKIIUH.
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Abstract

N.N. Chapaeva, M.A. Trifonova
Clinicogenealogical investigation of antiphospholipid syndrome

Objective. Clinicogenealogical investigation of the families of patients with
antiphospholipid syndrome (APS).

Material and methods. Families of 82 pts with APS fulfilled diagnostic criteria of S. Miyakis
et al., 2006 (mean age 47,2%12,1 years, men:women ratio 1:10,7) were studied. “Severe”
course of APS (43 patients) was characterized by presence of recurrent thrombotic
events and/or thrombosis of several types and/or localizations. Clinicogenealogical
investigation included pedigrees analysis (the number of relatives - 615). 46 individuals
-relatives of 26 patients with APS (37 first-degree and 9 second-degree relatives, mean
age 29,51+16,4 years) were followed up for 4 years. Incidence of “minor” features (livedo
reticularis, neurological disorders, heart valves disease, thrombocytopenia) was studied,
lupus anticoagulant (LA) test was performed. Statistical analysis was performed with
Student’s t test and logistic regression analysis (SPSS 11.5.0).

Results. Definite APS was diagnosed in 7 individuals, more frequently - in first-degree
relatives and women (the most frequent form of inheritance - mother/daughter). “Minor”
features were precursors of APS in 76% patients with APS. These features were found in
more than half relatives. LA was detected in 39% of relatives. LA was 5-fold more prevalent
in relatives of LA-positive patients with APS as compared with relatives of LA-negative
patients. Primary prevention of thrombosis has been successfully conducted in patients
with “minor” features of APS and/or positive LA (“pre-APS”). “Severe” course of APS
was associated with the presence of cardiovascular diseases in family history (OR 0,32, CI
0,11-0,97, multivariate analysis).

Conclusion. Girls and first-degree relatives are at higher risk of APS development than boys
and second- or third-degree relatives if APS is present in family history. LA, presumably,
has inherited character. The role of clinicogenealogical method in APS: diagnosis of
“pre-APS” and prediction of the disease course.

Key words: antiphospholipid syndrome, clinicogenealogical method, family history




