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Peztome. [lpeocmasnenvt pezyibmamvl UCCIEO08AHUS NAMONOSUU CEEPMBIBAHUSL KPOGU ) Oemell ¢
CUHOPOMOM ~ CUCTEMHOU  Me3eHxumanvHou oucnaasuen (CMJ]) mna ¢hone xupypeuueckoi namonocuu.
bornvuwuncmeo  usmenenuiti  ceazambl ¢ HanuuueM @ KPOBOMIOKE — AHOMAIbHbIX  (udpunozenos
(Oucubpunocenemusmu). Ycemanoeieno, umo  eemoppacudeckue u mpombomudeckue nposeienus CMJ]
CyJHcam BbICOKUM DUCKOM DA3GUMUS UHMPA- U NOCHONEPAYUOHHBIX OCNOJNCHEHUU U mpedyIom adeK8amHtoll
npeoonepayuoHHol eepupurkayuu u namozenemudeckol xoppexyuu. Hccredosana wacmoma HOCUMENbCMBA
mpombogunuueckux JJHK-noaumoppuszmos y nayuenmos ¢ OUCHIACMUYEeCKUMU CUHOPOMAMU.

Knioueevie cnosa: ME3CHXUMATIbHAA OUCHIA3UA — OucuoépuHozeHemuu - XxXupypzuueckue
0C10MCHEHUA

BLOOD COAGULATION DYSODERS IN CHILDREN WITH A SYNDROME
HEMATOMEZENHIMAL DYSPLASIA CONDITIONS OF BACKGROUND SURGICAL
PATHOLOGY
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Summary. The results of studies of the blood coagulation dysoders in children with systemic
mesenchymal dysplasia (SMD) on the background of surgical pathology. Most of the changes associated with
the presence of abnormal circulating fibrinogen (dysfibrinogenemias). Found that hemorrhagic and thrombotic
manifestations of SMD are at high risk of intra-and postoperative complications and require adequate
preoperative verification and pathogenetic correction. Investigated the carrier frequency of thrombophilic DNA-
polymorphisms in patients with systemic mesenchymal dysplasia.
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CBepThIBaHHE KPOBH - MHOTOCTYIEHYATBIH, MOJIMKOMIIOHEHTHBII MpOLECC, B KOTOPOM YYacTBYIOT PsiA
CEpUHOBBIX NpOTEa3, a Takke He(EepMEHTHBIE OENKM — MECCEHKEPhl M aKceJIepaTopbl, - 0OecleunBaromIue
B3aMMOJICHCTBHE ILIa3MEHHBIX (DaKTOPOB CBepThIBaHHMs Ha Matpuie (ochomumuaHbix memopan [1, 2, 3].
Koneunslii stam cBepThIBaHUS KpPOBH (I€MOKOATyJSIUHM) XapaKTepU3yeTcs KacKagoM OHOXMMHUYECKUX
MPOIIECCOB, 3aKIIIOYAIONIMXCS B MeTabonu3Me (UOPHHOTEHA, €ro CBs3M C KOMIIOHEHTaMH U KO(aKTopaMH
cucreMbl (puOpuHONIM3a, 00pPa30BaHUIO KOHEYHBIX MPOAYKTOB Jierpananvu GuoOpuHa-GpuOpuHOTreHa, aKTHBAIIUH
¢aktopa Xl (mnasMeHHOW TpaHCTIyTaMHHA3bl) M, B KOHEYHOM HTOTe, NPHUBOAALINE K 0Opa30BaHMIO
KOHCOJIMANPOBAHHOTO (HepacTBopuMoro) ¢ubpmua [3,4,5]. Taxke BbIsSBIEHa B3aMMOCBS3b (HOPHHOTEHA U
KOMITOHEHTOB COeTMHUTEIbHON TKaHH [6, 7].

YcTaHOBIIEHO, YTO MOJIEKYJIBI GUOpHHOTEHA ¥ ((UOPHUHA UMEIOT BLICOKOE CPOJCTBO K KOJUIAreHy, BOJIOKHA
KOTOPOTO OMOCPEAYIOT B3aMMOJCHCTBHE KIETOK C  MOJIEKYJaMH KJICTOYHOHM aare3uu, B 4acTHOCTU ¢ oV[3-
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uHTerpuHoM. [locnennue ucciegoBaHus MoKas3aiu, YTo GUOPHUH MOXKET BBHIIOTHATH CBS3BIBAIOLIYIO POJIb MEXKIY
koyutareHoM | tuma v knetkamu [8, 9].  JlokasaHo, 4To pUOPHHOTECH M KOJUIATeH, KaK 2JIEMEHTHI BHEKJIIETOYHOTO
MaTpHUKCa, B COCTOSHHUM OKa3aTh MPsIMOE BIMSHUE HA ITU(PHEpEeHUNPOBKY ME3CHXMMAIbHBIX CTBOJIOBBIX KJIETOK
u Ha ocreorcHe3 [25]. MccnenoBanusamMu Ha nByMepHbIX (2D) MOHOCIOWHBIX KyJIbTypax OOHAapyXEHO, YTO
¢ubpuHOTeH, Hapsimy ¢ (QuOpOHEeKTWHOM, sBIseTcs (HAaKTOPOM HAMOOJNBIIErO0 BIUSHHUS HAa OCTEOTE€HE3 U
ocakIeHMe KaiubImsa [8]. Takum o0pazoMm, (GubpuH/GUONHOTEH W KOJUIATCH, SBISACH BAKHEHITHMU
MPOTEeNHAMH MEXKIJIETOYHOIO MaTPUKCA, B3aUMOJCHCTBYIOT C KJIETOYHBIMU W BHEKJIETOYHBIMU CTPYKTypamH
CHUHEPTUYHO.

Bce »3TO sBisieTcss MpUUMHOM YacTO HaOMIOAaeMOHW B KIMHHYECKOW MpPaKTHUKE Meauarpa M remMaroiiora
CLICTUICHHOCTH TPHU3HAKOB AWCIUIA3UM COCIMHHUTENBHO TKAaHH M TPOMOO-TeMOpparduecKux HapylLIeHui,
XapakTepHbIXx a8 auchudpuaorenemun (JADIY) [10, 24]. OmHuM W3 TIPUMEPOB TaKOW  CBSI3M SIBISICTCS
reMaToMe3eHXUMallbHasl AUCTIA3HUSI.

TI'emoppazuueckue 2emamomesenxumanvhuvie Oucnaasuu (I'M/J]) — rpynma  HacCIEICTBEHHBIX
reMOpparnyecKux AUATE30B, B OCHOBE KOTOPBIX JIeKAT KaK HApYLICHUS Pa3BUTHS U CTPYKTYPBI COSAMHUTEIBHOM
TKaHU, TaK WU COMPSDKEHHbIE C HUMH HapyIIEHHUsI CHCTEMBI remMoctaza. K HUM OTHOCSTCS CHHApPOM Diepca —
Hanmoc, cuaapom Mapdana n roHOIECKHd Kuockomno3, cuHApoM KBHKa (codeTaHWe TENeaHTHIKTAa3HH C
nedurrom (akropa BuieOpanna), CHHIPOM OTCYTCTBHSI JIY4€BOM KOCTH, TpoMOoIMTONnaTHU M aeduimra X
(dakTopa CcBepThIBaHUS KpOBH, 00je3Hb XepxkMmaHckoro — Ilymmaka (mMUTMEHTHbIE W ME3CHXUMAaJIbHbIC
HapylIeHUs B COYETAHHM C OTCYTCTBHEM B TPOMOOIMTAX IUIOTHBIX Tpanyna) u ap. [11, 12, 13]. Kpome
reMoppartueckux (opM B KIMHHKE BBIICISIOTCS W MAJOM3YYCHHBbIE, HO MaHU(ECTHO MPOTEKAIOIIUE
TpoMboTrdeckue BapuanTel [ M]I, TpeOys ocoOoro BHUMaHUS K JaHHOW KaTETOPWH IAlMEHTOB, OCOOEHHO Ha
(one xupyprudeckoit matomoruu [12, 14].

Hexkoroprie Bapuantsl Pl sBmsitorcss HEeoTheMieMbIM “‘ciyTHUKOM® I'MJI, mpu KoTOpod aHOMamnus
KOHEYHOT'0 3Tara CBEPTHIBAaHMS KPOBHU, HapsALy ¢ Oojee WM MEHEee BBIpaXKEHHOH MUC(YHKIMEH COCYAHMCTO-
TPOMOOIIMTAPHOTO KOMITOHEHTa TeMOCTa3a W KIMHMUYECKUMH NpPU3HAKAMH CHHIPOMa ME3CHXMMAIbHON
muctaszun (CM/I), MoTyT co3maBaTh IpKO BRIpOKEHHYIO (HEpeAKOo MOTUMOPGHYI0) KapTHHY TeMOpParunaecKoro
auate3a u TpeOOBaTh aKTUBHOW KoppekimoHHO#W Ttepamuu [11, 12, 24].  Jderu ¢ CMJ] uacto crpamarT
xupypruueckumu 6onesnsimu (Xb): M3MeHEeHMAMH KOCTHOro ckeneTra - aedopMalMsMH TIPyTHOH KIIETKH,
00JIe3HSIMH MTO3BOHOYHHKA, NedopMalueil KOHEUHOCTEH, BPOKACHHBIMU ITIOPOKAMH Pa3BUTHSL OPOHXOJIETOYHOMN
CHCTEMBI, Cep/Ia, OPIOIIHONW CTEHKH, IMOYEK, MOUYETOUHUKOB, TOJICTONW KHUIIKH, OPTaIbMONATUSIMHE, OOJIE3HIMU
JIOP-opraHoB, TpeOyromuMu onepatuBHOro jedenus [15, 16, 17]. YuursiBas To, 4TO HapylIeHHs reMocTa3a
MOTYT OBITh TMPOSBICHUSAMH TpoMmOodminu, TUcHUOPUHOTEHEMHH, KOAaryJoNaTHH CO CHW)KEHHEM YPOBHS
pa3NUYHBIX (AKTOPOB CBEPTHIBAHUS, TPOMOOIIUTONATUN KaK CO CHIDKCHHEM arperalyd TPOMOOIMTOB, TaK M
TUIIEparperaiy MOCIEAHNX, M KIMHUYECKH BBIPAKATHCA, KaK IOBBIIIEHHOH KPOBOTOYMBOCTBIO C OIHOU
CTOPOHBI, TAK U BO3HUKHOBEHHEM TPOMOO30B C JPYrod, He0OX0AUMO JeTanbHoe 00CIIeIoOBaHHE U BBISBICHUE
TakuX OOJIBHBIX BO M30€KaHUE OCIIOKHEHHI B PAa3IMYHbIX MIEPHOIAX XUPYPrHIECKOro BMemmarenscrea [18-21].

[lpyu m3ydYeHHH HMIMPOKOTO CIUCKA JIMTEPATYPHBIX MCTOYHHUKOB CIOXKHIOCH MHEHHE, YTO HET €IMHOTO
MMOHMMAaHUS U CYXKJEHHS O BapHaHTaX TeéMOCTaTUYECKUX HapyIIEHUH U MeToJax uX Koppeknuu y aereid ¢ CM/]
n Xb. Jlo HacTosmero BpeMEHHM OTCYTCTBYIOT HCCIEHOBaHMS IO OLEHKE KIMHUYECKOH 3((EeKTUBHOCTH
KOPPEKIIMK HapyUICHUI reMocTa3a y IaHHOHM IpyIIibl OOJNBHBIX B PA3IIUYHBIC ONEPAIIHOHHBIE TIEPUO/IBI.

Llens uccnedosanun’ uccnen0BaTh XapakTep U CTPYKTYPY MaTOJOTMK KOHEYHOTO 3Tana CBEPTHIBAHUS Y
JeTel ¢ CHHAPOMOM ME3eHXMMAalIbHON TUCIIIa3iH ¢ OHOBOM XUPYPrUUeCKOr NaTOIOTHEH.

Mamepuan u memoodvl uccinedosanusn. KinvHuuYeckass 4acTh HMCCIICJOBAaHUS BBINOJIHEHA HAa OCHOBE
aHajM3a pe3yibTaTOB OOCIEIOBAHUS M JICUCHHUS NeTed, TOCIHUTAIN3UPOBAaHHBIX B cTauuoHap HpkyTckoit
rocyJapcTBeHHoON obnacTHO# nerckoi kiauHn4eckor oonpaule (MI'OAKB) ¢ 2004 mo 2009 roxn. 3a yka3zaHHBIN
nepuoj] B KiuHUKe HaOmoganock 109 gereit B Bo3pacte oT | roma mo 18 ner ¢ CHHIPOMOM CHUCTEMHON
Me3eHxuManbHOH aucmiazun  (CMJI), WMeBIIMX MATOJOTHMI0 CHUCTEMBl TE€MOCTa3a M XUPYprHYecKHe
3aboneBanusa. Cpeau marueHToB Habmoaanoch 69 MamsunkoB (63,3 %) u 40 neBouek (36,7 %). Bce netu Opimn
pas3zesieHsl Ha ABe Oa3ucHble rpynnbl. B nepByto (epynny aevenus (I71)) - Bouum 53 nmanueHTa, COCTaBUBIINX
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48,6 % ot oOmero uyucina OONBHBIX, Yy KOTOPBIX IO COBOKYIMHOCTH JaHHBIX aHaMHe3a, (U3UKAIbHBIX,
KIMHUYECKUX M JTa0OpaTOPHBIX CHMITOMOB OBLIHM BBISBICHBI OJHOBPEMEHHO C XHPYPrHUECKOM MaToJOrHein
Hammurne CMJI, HapymeHMs B CHCTEME CBEPTHIBAHUS M KOTOpPbIE MOMYYWIH HPEAOINEPalMOHHYIO,
WHTPAOMEPALIIOHHYIO M TMOCICONEPAlMOHHYI0 TEPalHMI0 MO0 KOPPEKIHH KOAryJoJOTHYecKuX HapymeHud. Bo
BTOPYIO TPYHILy — epynny Kaunuueckoeo cpastenus (I'KC) Bommmm 56 (51,4 %) mereil, MMeBIINX B aHaAMHe3e
UHTpa- U IOCJCOIEPAIIOHHbIE ['€MOCTAa3NOJOIMYECKUE OCIOKHEHHS, B CBSI3M C HEAMAarHOCTUPOBAHHBIMH Ha
MpeoTNepalliOHHOM dTare HapyUIeHWSIMH CHUCTEMBI CBEpTHIBaHUS. Kowmponvhas epynna mnpenctaBieHa 20
300POBBIMH JAETBMH M HOApOCTKamMu (B Bo3pacte 8-17 5er), NPOXOAMBUIMMH IIJIAHOBYIO KOHCYJIBTALIUIO
reMaTojiora B MpeJonepalMoOHHOM Neproie (Tepe] MPOBEACHNEM IIAHOBBIX XUPYPTUUECKUX BMEIIATENbCTB), Y
KOTOPBIX OTCYTCTBOBAIM KIMHUYecKHe NMposiBieHus: CM/] n He BBISBISIOCH 3HAYMMBIX HapyLICHUH B CUCTEME
CBEpPTHIBaHMS KpOBH. [Ipy neTanpHOM KIMHUYECKOM OOCIEIOBAaHUHM Y HUX HE ObUIM OOHApPY)KEHBI CHMIITOMBI
SIBHOM TMOO CKPBITOM (POOBI KI'yTa, MIKWIMKA) KPOBOTOYMBOCTH, MPU3HAKHU AWCIUIA3UU COSANHUTEIBHON TKaHH,
W3MEHEHUS KallWwULIpoB B 30HE Kuccenp0axoBOro CIuleTeHHs, y AEBOUYEK-TIOAPOCTKOB - MPOIOJDKUTEIbHBIC
W/Wiu OOUIbHBIE MCHCTPYAITUH.

PasBepHYTHII TeMaTOJIOrMYECKUM aHAINU3 KPOBH HCCIIENOBAICSA HA T'€MATOIOIMYECKOM AHAIU3ATOPE
XT-2000i SYSMEX (Ilseiitiapust). OnpezeneHue arperaiiioHHoi (pyHKIIMKH TPOMOOIIUTOB - Ha arperomerpe
HELENA AggRAM (Benukobputanusi) noj eiicTBUEM OCHOBHBIX MHIYKTOPOB arperanun — AJ1®, konnarena,
PUCTOLIETHHA, AapaxUIOHOBOM KHCJIOTHl. YHU(QHULUUPOBAHHBIE METOIABl HMCCIEIOBAHMS KOAryJsIHOHHOTO
reMocTa3a BBINOJHEHBI Ha Koaryinomerpax STA-R Evolution (®panuus), DADE BEHRING BFT I
(T'epmanus), ACL-200 (Mramus), STA-R Evolution (®panuwms), Ha crnextpodoromerpe ROKI cormacuo
CYIIECTBYIONIMX pekoMmeHmanusam [22] . UmmyHoMeTprueckuii ananu3 nposoauics Ha anmapate NICOCARD
(Hanwus). Onpenenenne reHeTHYECKUX MTOIMMOPPHU3MOB (reHa Oeta-1ienu ¢pudpunorena - FGB — momumopdusm
c.-467G>A, rena Oera-lenu gudbpunorena - FGB — momumopdusm c.-156 G>T, rena nporpombuna - F2 —
momumoppmsm c. 97G>A, reHa TpombommrTapHOro penenrtopa ¢udpuHoreHa - ITGB3 — momxmmopduzm
c.176T>C, rena xoarymsauuonHoro ¢aktopa V - F5 — monumopdusm c.1601G>A, «myrauus Jlelinena»), rena
uHTerpuna aiabha-2 - ITGA2 — nomumopdusm ¢.750C>T, rena TpomborurapHoro rimkonporerna 1b - GP1BA
— nmomumopdusm VNTR €.1234_1272del39/ins39, rena tpombormrapHoro riamkonporenHa 1b - GP1BA —
noauMophu3m c.482C>T, reHa HHrubuTOpa TKaHEBOT'O IJIa3MHAHOT€HA PAII, reHa
METWICHTETPAruIpodoaTpeyKTa3bl - MTHFR - noauMopduzm c.665 C>T, reHa
MeTuienTeTparuapodonarpeaykrassl - MTHFR — nonmumopgusm ¢.1286A>C), rena MmeTnoHUHCHUHTa3bl - MTR
— monumopdusMm ¢.2756A>G, rena pemykrassl MeTHoHUHCHHTA3B - MTRR — momumopdusm ¢.66A>G, F7, F13,
ACCOILIMUPYEMBIX C PUCKOM Pa3BUTHs TpoMOodwiuu, - Ha AeTekTupytomieMm Tepmonukiepe JT-96 (Poccus).
Ompenpensiicss YpOBEHbh TOMOIIMCTEMHA B Iia3Me W KommuectBo C-peaktuBHOrO Oenmka (CPB) - mapkepa
SHIOTENHOIHU3A.

[onmy4yeHHbIe pe3ysbTaThl TA0OPATOPHOTO UCCIIENOBAHUS Y TAHHOM TPYIIBI 00CIIETOBAHHBIX MOCITYKUIH
OCHOBOM 111 (POPMHUPOBAHUSI IPYTIIEI KIMHUYECKOTO0 KOHTPOJIS (YCIOBHO 340POBBIE C OTCYTCTBHEM KIMHUYECKH
3HAYUMBIX TEMOCTA3HOJIOTHYECKHX JIEPEKTOB).

PE3YJIBTATBI U OBCYXKIAEHUE. Kiuanueckue nposisiernss CM/] y nereit ¢ Xb Bximtouanu B ce0st
pasnuYHble TPU3HAKKM COCAMHUTENLHOTKAHHOW JAWCIUIA3Wd  (COrJlacHO NOpUHATHIM — HannoHanbHBIM
pekomenaanusam)[23] ; mpuyueM y OOJBIIMHCTBA IMAI[MEHTOB OBUIO OOHApY)KEHO codeTanue 5 u Oosee
MPU3HAKOB ME3CHXMMAaJIbHOW IUCIUIa3HH. Y TOAABISIOMIEro 4ucia oOCIeNOBaHHBIX, Cpean oOeux Tpymil,
MPEeBaAIMPOBANIN MPU3HAKK IUCHYHKIUH MOKpoBHBIX KoyutareHoB (I u Ill Tumos), mpeoOmaganu 3amenyieHue
3)KUBIICHHUS PaH, MBIIIIEYHAS] TUTIOTOHUSI, BUCIIEPAJIbHBIN CIIAHXOMNTO3, B YACTHOCTH HE()PONTO3, TCHIEHIIHS K
THIIEPITACTUYHOCTH KOXKH, aHTMOIKTa3uH, TMIIEPMOOMIBHOCTh LIAPHUPHBIX CYCTaBOB MEJKOTO M CPEIHEro
KanuOpa, CKeJIETHBIE aHOMAaJIMK B BHJIE JehOpMaIii TO3BOHOYHUKA, TPYTHON KIIETKH, KOHEYHOCTEH, 3a/IepikKKa
(U3NUECKOro pPa3BUTUS, COCAWHHUTEIBHOTKAHHBIE MHKPOAHOMAIHMU (SMHUKAHT, TETEPOXPOMHS palyKHOH
000JI0UKH TJ1a3, THIEPTEIOPU3M TJ1a3, 3K30(TalIbM, SHOPTAIBM; MATKHE, 1eOpMUPOBaHHBIE YIITHBIE PAKOBHHHBI,
HU3KO PACIIOJIOKEHHBIC YIIH, OOJNbIINE TOpYAIUE YIIW, TPETUH THII MOYKH yXa, THITOTUIa3Msi MOYKH; HU3KUH
pocT BoJioc Ha N0y, 3aThUIKE; AUACTEMa, HEMPABWIBHBIA POCT 3y0OOB, AOTIONHUTEIbHbBIE 3yObl, HEMPAaBUIbHBIN
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MPUKYC, y37€YKa BepXHEW T'yObl, KOPOTKas y3[euKa S3bIKa; THIIEPTEIIOPU3M COCKOB (y MYXKCKOTrO IOJja);
MOJUTEMUS], KINHOAAKTHINS, CUHIAKTHIUS, OJIMIOAAKTWINS, OpaXxWAaKTWIWs, CaHJAJIEBUAHAS IIEIAb U Jp.).
Bose3Hn MO4EBBIBOASIIEH CUCTEMBl U IIOYEK y OJHOIO OOJBHOTO HEPEAKO COYETAINUCH C JUCIUIACTHYCCKUMU
MOpPOKaMU pa3BUTUS (yIBOCGHHE JIOXaHOK, IUCTONHS, KHCTO3HbIE oOpa3zoBaHusi W 1p.). M3meHeHus B
MMyHOTpamme npucytctBoBaid y 34 (64,2 %) mereit I'Jl m y 37 (66,1 %) mammento I'KC. Bceero
MPOAHAM3UPOBAHBl 58 KIMHUKO-WHCTPYMEHTAJIbHBIX MPHU3HAKOB/HO30JIOTHYECKNX (opM Hanmbojee dYacTo
BcTpevatonmxcst mpu CMJI. K HUM OTHOCATCS pa3nuyHble aHOMAaIMK Pa3BUTHS: 1) CepACYHOCOCYAMCTON
cuctembl (54%); 2) opranos 3penus (3%); 3) JIOP-opranos (4%); 4) HepBHoi#i cuctemsr (18%); 5) xenymouHo-
KuievyHoro tpakta (42%); 5) Oponxonerounoit cucremsl (12%); 6) moueBbinenuTensHON crcteMbi(32%); 6)
SHIOKpUHHO#K cuctembl (9%); 7) ummyHHO# cuctembl (6%); 8) omopHo-aBHrarenpHoro ammaparta(42%); 9)
penponykTuBHO# cucteMsl (7%). MynbTucuctemubie npossienuss CMJ] Bcrpevanuch Gonee yem y 70% Bcex
oOclieloBaHHBIX ManueHToB. OnpezaeneHue cTeneHu BoipaxkeHHocTH CM/] y Kak0ro KOHKPETHOTO TMalueHTa
pOBOIMIIOCK TI0 cymMme OasuioB (kputepuu P. Beighton [7]). Tsokects coctosiaus 60mbHbIX CM]I ompeesnsiiach
YEeTHIPbMsSI  OCHOBHBIMH ~ COCTABISIIOIIMMH: 1)  CTENEHBIO  BBIPAKCHHOCTH  BHEUIHMX  MPOSBICHUN
COCAMHUTETHbHOTKAHHOW JUCIIIa3uM; 2) XapakTepoM MaibIX aHOMajWi pa3BUTHS BHYTPEHHHUX OPTaHOB H
cucrteM; 3) TedeHHeM, accoruupoBaHHON ¢ CMJ] XpOHHYECKOW COMATHYECKOW WIIH TICHXOHEBPOIOTHUYECKON
MaTOJNIOTHH; 4) METa0OIMYECKUMHU HAPYIICHUSIMU, OTPAKAIOIMIIMHU COCTOSIHUE OOMEHa COeJMHUTENLHON TKaHH.

[IpoBeneHHOE KOMIUIEKCHOE KJIMHHKO-JIAOOpAaTOpHOE 00CIeI0BaHME MALMEHTOB MO3BOJIMIO YCTAaHOBUTH
XapakTep HapylIeHUH B CHUCTEME TeMOCTa3a, Ha OCHOBAaHWU KOTOPOTO JETH OBLIM paclpeleiieHbl Ha DPAJ
HO30JIOTHYECKUX Tpymm. YuuTeiBas To, uro M/l mpexacraBiser co0ol YHUKAIBbHYIO aHOMAIUIO pPa3BUTHS
OpraHu3Ma 4YeJOBeKa, KOTOpas XapaKTepH3yeTCsl HEOJHO3HAuHas KIMHUYECKOH CHMITOMATUKOM, M Kak
CIIEZICTBHE, OTCYTCTBHEM YETKHUX IHATHOCTHYECKUX KPUTEPHEB pa3lelieHUEe Ha TPYIIBI HOCHJIO YCIOBHBIN
XapakTep — 1o npeoliaganuio 6oee BEIPaXKEHHOI0 HapyLICHUS B ONPEACICHHOM 3BEHE CBEPTHIBAHUS, TaK KaK
XapakTep NaTOJOTMKM TEMOCTa3a YacTo SBJLUICA COYETaHHBIM. TakoM IIMPOKHHA AMANa30H HapyLICHUI
CBEpPTHIBaHMSI OOBSICHSUICS COYETAHMEM TeHETUYECKH OOYCIIOBJICHHBIX aHOMAIIMH KoJUlareHa ¢ TeHETHYECKU
00yCJIOBIEHHBIMHU HAPYIICHUSIMH KOMIOHEHTOB CUCTEMBI T€MOCTa3a.

VY Bcex OonbHBIX ¢ mposiBiaeHusME ['M/JI, cpeny mpodnx BBISBICHHBIX CIABHIOB B CHCTEME IeMOCTasa,
AoMUHHpOBaIK coveTaHHble HapyiieHus: B [KC — y 31 pebenka (28,4 %), B I'J1 — y 27 nereii (24,8 %).
XKanoOp1, 00ycnOBICHHBIE MATOJIOTMYECKUMH H3MEHEHUSIMH B CHCTEME CBepTbiBaHMa y nereid ¢ I'M/,
MIpe/ICTaBIeHbI B Ta0. 1.

TABJIMILIA 1

JuarHoctrka HapymeHWd B (UOPHUHOIUTHYECKOM 3BEHE CHCTEMBI TeMOCTa3a OCYHIECTBIISUIACH MO
pa3paboTaHHOMY aBTOPOM JuarHoctudeckomy anroputmy [18]. Ilpu cHmwkeHuHn YypoBHsS (GHOPUHOTEHA,
yanuHeHun TB, cMelaHHOM THIIE KPOBOTOYMBOCTH, a TAaKK€ HAJIMYMH TPOMOOT€HHOTO PUCKA MPOBOIUIOCH
oIpeJieNieHre: BPEMEHH JI3Mca 3YTI00yIMHOBEIX crycTkoB/XIla-3aBUCHUMBIN QUOPHUHOMN3, TPH HOPMAITLHOM
ypoBHe (huOpHHOreHa B IIa3Me, OlpeneNsuiach akTUBHOCTh (paktopa X, mmasmmuuorena. Tecter 2 ypoBHS
BKIto4yanu uccienoBanue aktuBHocTH XIII ¢dakropa, ompeneneHrie WHrHOMTOpa TKAHEBOTO AKTHUBATOPA
¢ubpunorena (PAIl 1), ax-anturuiazmuna (%0) BBIMOTHIMCH TP HOPMAIbHBIX TMOKA3aTENsAX CKPHHUHIOBBIX
TECTOB KOAryJorpaMMbl, HO TIpM HaJIW4ud Yy OOJBHOrO TreMopparudeckoro cuazapoma. C Toil ke
JIMAarHOCTHYECKOH 11eJIbI0 MPOBOJIMIIACH TECTHI C SJOBBIMU T€TEPOTeHHBIMU KOaryjia3aMu, Kak CKPHHUHTOBEIE (C
SIOM TIOP3bI WK rajtoku Paccena), Tak 1 moaTBepXkaaromue (Jie0eTOKC/3XUTOKCOBBIN TECTHI).

Huarno3 @I BeicTaBien 9 nanuentam (8,3 %). Jlns Oonee neTambHOTO aHAIIM3a COCTOSIHUS KOHEYHOTO
sTana reMokoarysiuu y 60osibHbIX ¢ JICT ObUTH MPOBEAEHBI TECTHI C SIAMH HIUTOMOPIAHUKA OOBIKHOBEHHOTO
(aHOIUCTPOAOHOBHIN), ()bl MHOTOYEITYHYaTON (3XUTOKCOBBIN) U TIOP3bl OOBIKHOBEHHOW (1€0€TOKCOBBIN). Y 6
O0JBHBIX (5,5 %) UMeENUCh BhIpaKEHHBIC HAPYIICHUS B SJOBBIX TeCTaX (aHIIMCTPOIOHOBBIN TECT, 9XUTOKCOBBIH
tecT). Cinyuan DI ¢ reMopparnuecKuM KOMIIOHEHTOM Y OONBIIMHCTBA OOJIBHBIX B T€UEHHE HECKOJBKHX JIET
pacleHnBaIICh BpauaMy KaK pa3IMuHOro pojia TPOMOOLIMTONATHH, B CBSI3H, C YeM Oblla HEOOXOAMMOH JeTanbHast
i depeHnManbHas TMarHOCTUKA JIAHHBIX HapylIeHWid reMocTasa. Beicokas wacrora [®IT y obciiemoBaHHBIX



MAlUeHTOB MOXET OBITh CBA3aHA CO 3HAYMTENFHOM pacmpocTpaHeHHOCThI0 cuHapoMa ['MJI kak B poccuiickoit
MOMYJISAINH, TaK M CPETU JCTCKOTo HaceneHus 3amaanoi u Boctounoit Cubupu [12, 19, 24].

Hapymienne koHeUHOro 3Tama CBEpPTHIBaHMSA, KaK IIPEUMYILIECTBEHHOE HAPYIIEHHE CHCTEMbI IeMOCTa3a,
BeIsIBIICHO y 16 mereit (14,7 %). ¥V 3-x nmereii (2,7 %) ¢ HapylieHHEM KOHEYHOTO 3Tana CBEPTHIBAHHS HMeJa
MecTo (pOHOBasr HETOCTATOYHOCTHh aKTHMBHOCTH ¢akropa XIII, 9uTo, BeposATHO, CIIOCOOCTBOBANIO eIle OOJIbITei
nectadmim3anuy Tporecca (uOpruHO-/puOpUHOTeHOTeHe3a, a TakXke K HapymIeHHIo OapbepHOW (YHKITUH
SHIOTENHS M SABJUIOCH OJHOM M3 MPUYHMH Pa3BHTHS TeMOpparduyeckux 3KBUBaJieHTOB. Ha sTame mepBUUYHON
JUAarHOCTHKH, TO €CTh IIPHU HCIHOJIb30BAHMM «CTAHAAPTHOIO» Habopa KOaryjojJOrM4eCKHX TECTOB, MOJOOHOTO
poa HapyIIECHHs 3a4acTyI0 He 00HApYKUBAJINCh U HE BEPUPHUIUPOBAIUCE.

Bropuunsie I®I" Ha doHEe mopaxkeHHs MedeHH (arpecCHBHBIE XPOHHYECKHE, B T.4. ayTOMMMYHHBIE U
JIEKapCTBEHHbBIC TENATUTHI, UPPO3bI, OMYXOJEBBIIl MpoIece, CENTUYECKOe nmopaxeHue nedeHu, [|BC-cunapom)
HE paccMaTpPUBAIHUCh.

CoBpeMeHHas TeMOCTa3H0JIOTUs] OCHOBBIBAETCSI HA AaKTUBHOM HCCIICIOBAHUU I'€HETHYECKUX MPEIUKTOPOB
pa3BUTHS TPOMOOTHYECKUX OCIOXHEHUH, B T.4. y mauueHtoB ¢ CMJI. HacnencrBeHHble TeHETHYeCKUE
NOMMMOP(U3MBI ¥ MYTallMM TCHOB OINPEIEISIOT aHOMAIBHOE CTPOCHUE MOJIEKYN (GUOPHHOTEHA, KOJJIareHOBBIX
BOJIOKOH M MX KJIETOYHBIX perentopos [25, 26].

B namem wuccienoBaHuy ObUT BIEpBBIE MPOBENEH KOMIUICKCHBIM aHAIN3 MATOJIOTHYECKUX CIIBUTOB B
CHCTEME TeMOCTa3a, BBIBICHHBIX Y AaHHOTO KOHTHHIEHTA OOJIBHBIX ¢  TpoMOoreHHsIMH ayutenbHbiMu JIHK-
noaMMop(r3MaMH, MO3BOJIMBIIUMH YTOYHHTh U BEPH(PHULIUPOBATH CTPYKTYPY TPOMOOPHIMUECKUX CIABUTOB Y
nanueHToB kak ¢ CM/I, Tak ¥ ¢ HapymeHHSIMH KOHEYHOTO dTara Mpoliecca TeMOKOarysiuu. Pe3ynbTraTsl
FEHETUYECKOr0 CKPUHHUHTA IIPEICTABIEHBI B Ta0J1.2.

TABJIMUIIA 2

BrLsiBiieHHBIE TeHETHUECKHE MPEIIUKTOPHI Pa3BUTHS TPOMOOTHUECKUX COCTOSIHUN YKa3bIBalOT Ha BBICOKYIO
gacroty (87,5-100%) oOHapysxeHHsI KOMOMHUPOBAHHBIX TPOMOOTrE€HHBIX MOMUMOP(HHU3MOB y nanneHToB ¢ CM/I
(monmmopdu3Mbl B TeHax (oiaTHOrO LUKIa, TpomOouuTapHeix GP, onpemensrommx cBs3b TPOMOOIMTOB ¢
(YHKUMOHAIBHBIMU LIEHTpaMH MoJeKyinbl (ubpuHorena. Pexe (B cpeanem B 33,3%), a Takke MapKepsl
aHomManuu (QuOpuHONMM3a - momumopusMel B TeHe PAI-1  (0coOGHHO T'OMO3HWTOTHBIE BapHaHTHI),
CBHJIETENLCTBYIOIINE O HAPYIIEHUH YyBCTBUTEIBHOCTH aHOMAIbHOTO (uOpuHOreHa K miasMuny JIuime y Tpetu
nanueHToB ¢ noxarBepxkiaeHHbBIMA JDI' (B oObeMe BBIIOJIHEHHBIX TECTOB) YCTAHOBJIEHO TI'OMO3HMIOTHOE
HOCHUTEIBCTBO TojuMopdusmo B P-neniu FGB (156 G>T). JlanHOe 00CTOSTEILCTBO MOJATBEPIKAACT, YTO Yy
naieHToB ¢ CMJ] dwame BBIBIAIOTCS CTPYKTYPHO-(DYHKIMOHAJbHbIE aHOMaduu (GUOpUHOreHa H
KOMOWHHPOBaHHBIE TPOMOOTEHHBIE MOIMMOP(PU3MBI, YCYTyOssisi TPOMOOTEHHBIN CIIeHApUH pa3BUTHsI (HOHOBOM
MaTOJIOTHH, W, HECOMHEHHO, JIOJDKHO YYUTHIBATbCS TMPH MOJArOTOBKE IAIMEHTOB K XHPYPrUYECKOMY
BMEIIATENILCTBY.

3AK/IIOYEHHUE

Jetn ¢ Me3eHXUMaNbHOW JucIuTa3uell Ha (oHe XUPYpPruvecKoi MaTOJIOTHU COCTABISIOT TPYHITY pUCKA
MO Pa3BUTHIO TEMOPPAru4ecKuX U TPOMOOTHYECKHUX OCIIOKHEHHH, B TOM YHCIe 00YCIIOBIICHHbIC HAPYIICHHSIMHU
reMocTa3a B KOHEYHOM 3BEHE CBEpThIBaHUA. [IpM HCIIONB30BaHMM CHNELMUAIBHBIX METOAOB HCCIEAOBAHUS
HapyIIeHUs B CUCTEME reMOCTa3a 00HApPyKUBAIOTCA B CIEIYIOIIEM COOTHOIICHUHN: MTPEBATUPYIOIINE N3MEHEHUS
KOaryJsiqMoOHHOro remocrtasza y 53,2 %, marojormdeckue cIBUTH TpoMOouutapHoro remocrasza y 19,3 %,
TpOMOOTeHHbIE HapyLICHUS U TaToJIOTHA KOHEYHOro odrama cBepTeiBaHusa y 27,5%. CranpaptHas
reMocTa3uorpaMmma He TI03BOJISIET BBISIBUTH AHOMAalIbHBIE COCTOSIHHSI B BHJIE JUCQYHKIUH TPOMOOIMTOB,
YMEPEHHOT0 CHHKEHHSI aKTUBHOCTH ()aKTOPOB CBEPTHIBAHHSA, TPOMOODUINUECKIX HAPYLICHUH U U3MEHEHUH B
KOHEYHOM 3BEHE CBEpPTHIBAHWUS, B TO € BPEMsl, YCOBEPIICHCTBOBAHHbBII HAMH JUArHOCTUYECKHN aJTOPUTM Yy
JeTeil ¢ TeMaTOME3eHXMMallbHOH AMcIuiasued Ha (OHE XHUPYPTUYecKOM MarojioruH, obOecreyuBaeT
KayeCTBEHHYIO OIIEHKY reMocTaThuueckux HapymeHuid B 100% cinydaeB W mo3BoisieT NpOQHIAKTHPOBATH
OCJIOKHEHHSI B TEPHUOTEPAIOHHBIX TMEPHOAAX, YMEHBIIUTh CPOKH IOCIEONEPANMOHHON TOCIHTANU3AINNA U
CYLIECTBEHHO YJIyUIINUTh [IOCICONEPALIMOHHHYIO PeaOUINTALMIO JAHHONW KaTETOPHU alluEHTOB.
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Tabnuna 1
Kiaunnveckue nposiBJieHUs1 HAPYINIEHHI CBEPTHIBAHUSA Y NANIMEHTOB ¢ reMaTOMe3eHXUMAJILHO#
aucmiasueii (N=109)

I'KC IJ
Hapymenusi cHcTeMbI reMocTa3sa. (n =56) (n=53)
aoc. % aoc. %
PenmauBupyromme HocoBble KpoBoTedeHHs (epistaxis) 35 50,9 27 62,5
KpoBotedenus co cnu3ucToil MOIOCTH PTa, KULICYHBIE, U3
MOUYEBBIBOJISIIINX MyTeH, U3 mynounoi panku, JKKT, MeHOpparuwu, 12 7,6 4 215
BHYTPHCYCTaBHBIE
KpoBoteuenus mocine 5KkCTpakuuu U CMEHbI 3y00B 7 7,5 4 12,5
KpoBoteuenne ?ocne TPaBMaTHYECKOT'O U301, TOPE30B, 10 245 3 16,1
PaHOK, MECT UHBEKLINHT
KpoBoteuenus nmocneoneparoHHble (IUBbI, PaHbI, IPEHAK, 40 226 9 71.4
HOCOTJIOTOYHOC)
ITosiBnenue FevMaTOM 1 (MJTM) SKXMMO30B B 9 15.1 8 16,1
MTOCIICOTIEPAIIMOHHON 00IacTH
KpoBoTreuenne Bo Bpemst ornepanuu. 10 9,4 5 17,9
OTCcpoueHHBIE KPOBOTCUCHHUS. 1 7,5 4 1,8
Jlerkoe mosiBicHHE YKXUMO30B, HX JJIMTCILHOE IBETCHHUE 25 453 24 44.6
[TosiBneHME IETEXUATIBHON CHIITA 7 7,5 4 12,5
ITosgsnenue remaToM 9 11,3 6 16,1
3ameyieHHas pereHepanus Koxu 4 1,9 1 7,1
CHmxeHne ypoBHS TPOMOOIIUTOB 2 1,9 1 3,6
KpoBousnusiHus B TOJIOBHON MO3T B aHAMHE3€ 5 5,7 3 8,9
TpomOoTHUECKUI 3MH30]] B aHAMHE3¢ 2 1,9 1 3,6

Ipumeuanue: I'Jl — epynna neuenuss (ocmosnas epynna nauyenmos), I'KC — epynna xaunuueckoco
cpasHeHus).



N HAPYUICHUAMH KOHEYHOI'0 3Tala CBEPThIBAHUA

Tabnuna 2
CTpyKTypa 1 4acToTa TPOMOOIeHHBIX MYTAIUI/MOJIMMOP(HU3MOB y NallMEeHTOB ¢ AUCPHOPHHOTreHeMUAMH

Hayuenmui
Hapymenne
Ilokazamens Kof[iq]—[oro Hedumut
AT yrana AKTHBHOCTH
F X111
CBEPTHIBAHMS

Bcero nauuenTon 9 16 3
I'omosurotaeie myTaiuu PTG (F2 - monmumopdusm c. 0 0 0
97G>A).
Z.e;%o:i;?THHe mytauuu PTG (F2 - nonumopduzm 2 (22.2%) 1 (6,25%) 0
F5: nonuMopduzm c.1601(§>A, «MyTaIus 1(11,1%) 2 (12,5%) 0
JlefineHay, TeTepO3UTOTHBIMH.
['OMO3HTOTHBIE MyTaIlii HHTHOUTOPA aKTUBATOPA 3 (33.3%) 5 (33,3%) 2 (66,6%)
ruiazmMuHorena PAI-1.
['eTepo3uroTHpIe MyTallil HHTHOUTOPA aKTHBaTOpa 3 (33,.3%) 4 (25%) 1(33,3%)
wia3MuHoresa PAI-1.
['OMO3HMTOTHBIE MyTaIlMU TeHOB ()OJIATHOTO MK
(MTHFR — momumopdusm ¢.665 C>T, MTHFR —
nonmumopdusm ¢.1286A>C, MTR — nonumopdusm 9 (100%) 14 (87,5%) 3 (100%)
¢.2756A>G, MTRR — nonumopdusm ¢.66A>G) ¢
HOPMaJILHBIM YPOBHEM T'OMOLIMICTEHHA.
['OMO3HUTrOTHBIE MyTallMU VFGHOB (hoIaTHOrO IMKIIA C 3 (33.3%) 9 (56,2%) 0
TUIIEPTOMOIIMCTEHHEMHUEH.
['eTepo3uroTHpie MyTalluK T€HOB (OJIATHOTO UKIIA
(MTHFR — nmonumopdusm ¢.665 C>T, MTHFR —
noaumop¢usm c.1286A>C, MTR — nonmumopduzm 9 (100%) 16 (100%) 3 (100%)
¢.2756A>G, MTRR — nonumopdusm ¢.66A>G)
['OMO3HMIOTHBIE MyTaIlMH B F€HAX TPOMOOIIUTAPHOTO
rmukonporerHa 1b (GP1BA - nomumopdusm VNTR | 2 (22,2%) 4 (25%) 1 (33,3%)
€.1234 1272del39/ins39).
['eTepo3uroTHpIe MyTallUK T'eHa TPOMOOIIUTAPHOTO
rmukonporerHa 1b (GP1BA — nonmumopdusm 3 (33,3%) 3 (18,7%) 2 (66,6%)
c.482C>T).
["'OMO3HUTOTHBIE MyTaI[MU T'eHa TPOMOOLIUTAPHOTO
peuentopa ¢pudpunorena (ITGB3 — nonumopdpusm 3 (33,3%) 4 (25%) 1 (33,3%)
c.176T>C)
['eTepo3uroTHbie MyTaluy reHa TPOMOOIIMTAPHOTO
peuentopa ¢pudpunorena (ITGB3 — nonumopdpuzm 5 (55,5%) 10 (62,5%) 1 (33,3%)
c.176T>C)
["'oMO3UTOTHBIE MyTallMK T€Ha HHTETPUHA ab(a-2
(ITGA2 - nonmumophusm ¢.759C>T) 2(22.2%) 4(25%) 1(33,3%)
[eTepo3uroTHbie MyTalMU TeHAa UHTETPHHA alTb(a-2
(ITGA2 - nomumopdusm ¢.759C>T) 2(22,2%) 5(33,3%) 1(33,3%)
I'omo3urorHsie Mmytanuu resa B-uenu FGB 2 (22,2%) 5 (33,3%) 0

(monumopdusm c.-156 G>T)




I'eTeposurorHsie MmyTanuu reHa B-mermu FGB

(monmmmopdusm c.-467G>A)

0 0 0
(momumopdusm c¢.-156 G>T) 1(11,1%) 3(18,7%) 1(33,3%)
I'omozuroTHBIe MyTarmu rera B-uemm FGB 0 0 0
(monumopdusm c.-467G>A) 1(11,1%) 2 (12,5%) 1(33,3%)
I'erepo3urotHsie MyTanuu resa B-uenu FGB 1(11,1%) 1 (6,25%) 1(33.3%)

IHpumeuanue: JIDI' — oucgubpunozenemus, pacuudposka ceHemudeckux HOIUMOPHUIMO8 VKA3AHO 8

enase «Mamepuanvl u MemoobLy.

JUIA KOPPECITOH/IEHIIAM:

Cmypoé Bukmop I'ennadvesuu — 0.Mm.1., 8pau-cemamonoz-eemocmasuonoe Meouyunckoeo
Koncynomamuenozo Ienmpa I'BOY BIIO HI'MY Munzopasa P®, npogeccop yenmpa
HOCMOUNIOMHO20 00pazosanus meouyunckoeo gaxyremema @I'BOY BIIO HI'Y Munobpuayku

Po.

Aopec:630091, Poccus, 2. Hosocuoupck, Kpacuwiit np-m, 0. 52

E-mail: sturov@mail.ru
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