32

NEAUATPHA
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B pa6oTe n3yyanocb COCTOSHME 300POBbSA N PYHKLMNSA NMOYEK Yy AeTen C HacneAcTBEHHOM TpoMbodunmen. Beinv o6cnegosaHs!
65 JeTen ¢ reHeTU4ecKn NoATBEPXAEHHON PopMON TPOMOOUNNK, N3 KOTOpbIX 21 pebeHoK nepeHec ann3od TpoM603a pas-
JINYHOW nokanusauuun, a 44 pebeHka MMenn CeMEeWHbI TPOMOOTMHECKUA aHamHe3. [1poBeneHO nosnHoe nabopaTopHO-
WHCTPYMeHTanbHoe o6cnefoBaHve, BKIOHaloLee KIMHUYeCKMe aHanmabl KpOBU Y MOYM, OLEHKY BGMOXMMUYECKMX napame-
TPOB KPOBW C OnpefeneHnem nunonpoTenHa (a), roMoLMCTenHa, KoarynorpamMmmbl C YPOBHEM €CTECTBEHHbIX aHTMKoarynsH-
TOB, Mapkepbl aHTMHOCHONMNMAHOrO CUHAPOMA, a Takxke BMOXMMUYECKOe UCCNefoBaHne CyTOYHON MOYM C onpepesieHneM
6enka 1 PyHKLMM aumaoaMmMoHnoreHesa. Becem getsaim BbINOMHEHO YNLTPa3ByKOBOE UCCNEfoBaHMe NoYek ¢ gonnneporpadu-
el cocynos. YcTaHOBIEHO, 4TO 6onee 70% AeTen UMenu cpegHee rapMoHUYHOe uaunydeckoe passuTme. OYyHKUMSA NoYek y
BCEX feTel coxpaHHas. Y 7 geten ¢ HacnegcTBEHHOM TPOMOOMMEN N MOBbILLEHNEM IMONPOTEMHA (a) B KPOBU MO SAHHbIM
Y3/ noyek BbISBNEHbI KNMHOBUAHbBIE aBACKYNAPHbIE 30HbI FMNEP3XOreHHON NapeHXMbl — MHPAPKT MOYKW.

KnroueBble crioBa: MHGaPKT MOYKM, YIbTPa3ByKOBOE MUCCIIe[0BaHNe, HAC/IEACTBEHHAs! TPOMOOUINSA, TNMONPOTENH (a), AeTn

Health status and kidney function
in children with inherited thrombophilia
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The aim of the present study was to examine the current health status and kidney function in children with inherited
thrombophilia. Laboratory investigation was performed in 65 children with identified inherited thrombophilia, 21 of them had
arterial or venous thrombosis, 44 — first-degree family history of thromboembolism. The laboratory investigations were
performed by clinical analysis of blood and urine, biochemistry blood analysis with detection of serum level of lipoprotein (a)
and homocysteine, blood coagulation tests with activity levels of antithrombin, protein C and S and antiphospholipid antibody
syndrome, as well as biochemical daily urine study to determine proteins and functions of acidoammoniogenesis. The
ultrasound kidney examination with Doppler test was taken in all of the patients. It was determined that more than 70% of
patients had normal physical growth and development. In all of them kidney function was normal. In 7 children with inherited
thrombophilia and decreased blood level of lipoprotein wedge-shaped avascular zones of hyperechoic parenchyma — a renal
infarction was detected using ultrasound examination.
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H acnefcteeHHas Tpombodmnua (HT) — pacnpocTpaHeH-
Has, HO Mano n3y4YeHHas B JETCKOM Bo3pacTte npobnema,
obycnaenmearoLLas CKIIOHHOCTb K TpoM6o3aM. Cny4dan paHHUX
TPOMOOTMYECKUX 3MU30L0B YXE He SABMATCA Ka3yMCTUKOMN,
a VX NOCNEeACTBMSA UMEIOT He TOMbKO MeAMLIMHCKOE, HO 1 CouM-
anbHoe 3Ha4eHne B CBA3M C BO3MOXHOM MHBanvauaaumen naum-
€HTOB C faHHOW nartonoruven [1].
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B npepbigywine pecatunetnss 6€peMEHHOCTb Y OKEHLLMH,
cTpapaowmx HT, npemmyLLecTBEHHO 3aKaH4MBanacb camornpo-
M3BOJbHLIM MpepbiBaHNeM. Ha coBpeMeHHOM 3Tane npu npa-
BWIbHOM BefeHUN 6epeMEeHHOCTU BO3MOXHO POXAeHWe [OHO-
LLIeHHOro pebeHka, 4YTo TpebyeT OT Bpada-neguartpa 3HaHUN B
o6nacTv remocTas3uonorumn ans NpoBefeHUsa paHHe AnarHocTu-
KU MPOTPOMOOreHHbIX HapyLLEeHWUI remocTasa 1 KoMrJekca me-
ponpuATUA, HanpaBfieHHbIX Ha NPOMUNAKTUKY TPOMOO30B.

C HO30M0rM4ECKON TOUKN 3peHns, TPOMOOUNNA He ABNSET-
Ccsl 60MIe3HbI0 B OOLLENPUHATOM 3HA4YeHUM 3TOr0 MOHATUA U
NPaKTUYECKN He MMEET KITMHUYECKUX MPOSIBIIEHNA, YTO 3aTpya-
HSIeT ee AMarHOCTUKY [0 pas3BuUTUS MepBOro annsona TpoM6006-
pasoBaHusa [2, 3].

Haunbonee emkoe onpegeneHne B 0Te4ECTBEHHOW nuTepary-
pe npeanoxeHo 3.C.bapkaraHom n A.lN.MomoTom: «K Tpom6b0-
UNMAM OTHOCAT HapYLLIEHWA reMocTasa U reMopeosiormm, KoTo-
pble XapakTepuayrloTCsl MOBbILLEHHOW HAKIIOHHOCTLIO K pasBu-
TUIO TPOMOO30B KPOBEHOCHBLIX COCYLOB W ULIEMUEN OpraHos,
B OCHOBE KOTOPbIX NieXaT HapyLleHUs B pasfiMyHbIX 3BEHbAX
CUCTeMbl remMocTasa u remopeonorum» [4].

K HacTosiLLleMy BpemMeHM W3BECTHO MHOXECTBO (DaKTOpPOB
pucka, NpUBOAALLMX K pasBUTUIO TPOM6030B. K nprnobpeTeHHbIM
hakTopam OTHOCAT: KaTeTepmnaaumio CocydoB (MHOrAa Aaxe BeHe-
MYHKLNIO), BPOXXAEHHbIE MOPOKM ceppLia, OHKONnorn4eckune 3abone-
BaHVfA, TpaBMy, reHepanu3oBaHHY WHEKUMo, dernaparaumio,
OSUTENbHYI0 UMMOOGUNU3aumio, AnabeT y matepn unn pebeHka,
npueM opasibHbIX KOHTPALENTUBOB Y XXEHLLWH, UHMY3UU KOHLEH-
TpaToB (PaKTOPOB Koarymnsaumm, HePOTUHECKUIN CUHOPOM, Kype-
Hue [5, 6]. B gononHeHne K BbllLenepe4mcrieHHbIM COCTOSIHUAM
BbIAENAOT 1abopaTopHble MPOTPOMOOreHHbIE MapKepsbl: Hann4ne
aHTUOCHONUNUAHBLIX aHTUTES, YBENTMYEHME YPOBHA FOMOLIMCTEN-
Ha v nunonpoTenHa (JIn (a)) B kposw [7, 8]. B nocnegHee Bpems
pOCCUICKME y4eHble BCe 60sibLLlee BHUMaHME B naToreHese TpoMm-
6030B Yy feTel yaensaT Me3eHXuMasibHbIM aucrnasuam [9].

K HacnepcTBEeHHbIM NpYyYnMHaM TPOoM6006pas3oBaHnUs OTHOCAT
JenunT ecTeCcTBEHHbIX aHTUKOarynsHToB (aHTutpom6uHa I,
npotenHoB C n S), mytaumio G1691A B reHe V dhakTopa cBep-
TbiBaHua (fleigeHckas myTaums), mytaumio G20210A B reHe
npoTpombuHa, mytaumo C677T B reHe MeTuneHTeTparngpogo-
natpegykrtasbl (MTHFR), a Takxe HekoTopble gpyrvue nonmMmop-
PU3MbI reHOB, KOAMPYHIOLLIME KOMMOHEHTbI N1a3MEHHOIO U TPOM-
60LMTapHOro 3BEHbLEB remocTasa, KOTOpbIX K HacTosLemy
BPEMEHW yXXe BbISBIIEHO HECKONbKO AeCATKOB [2, 10].

B nurtepaTtype npuBefeHO [OCTaTOMHO MCCEAoBaHWA Mo
CBA3M TPOMO6OMPUIMM U TPoMOO3a BEH HUXKXHUX KOHEYHOCTEMN,
TPOM603MOONNN NEFOYHOW apTepUmn, UHCYIbTa, TPOM6B03a KOpOo-
HapHbIX COCYyOoB, a Takxe natonorum 6epemeHHocTn [11-13],
HO MMEIOTCA NULLL efVHUYHbIE faHHbIe, KacaloLmnecs CBs3u Ha-
CNefCTBEHHOM TPOMOBOMUINMN U NOPaXKEHNS MOYEK, MEYEHN, KU-
we4Huka [14, 15]. NpakTU4eckn HeT UccneaoBaHUn MO OLEeHKe
COCTOSIHUS 3[00pPOBbSA OeTelr, POXAEeHHbIX OT matepen ¢ HT.
Manounay4yeHHon Npo6rnemMon ABNAETCHA MNaTonornsg no4ek y
neteri ¢ HT, B TOM 4Mcrne pa3BmMBLLAACA Kak MOCneacTBMe TPOM-
603a. [laHHOMY BOMPOCY M MOCBsILLeHa HacTosLasa padoTa.

MaumeHTb! M MeTOAbI

3a nepuog 2008-2010 rr. 661510 NPOBEAEHO 06CNenoBaHve 65
OeTen ¢ reHeTUYeCcKU NOoATBEPXXAEHHOW hOpMO TPOMOOUINN,

npefcTaBneHHbIX B ABYX rpynnax: 1-t0 rpynny coctaBunmn Oetu
coMaTU4eCKM 300POBble N ABNAIOLLMECS HOCUTENAMU MPOTPOMOO-
reHHbIX FeHOB (BCero 44 pebeHka), KOTopble 6binv 06cnefoBaHbl
B CBA3WN C OTArOLLEHHbIM CEMENHbIM aHaMHE30M; 2-t0 rpynny —
[JeTV C HacnefcTBeHHOW TPOMOOMUIMEN N NepeHecLLre OCTPbIN
TPOM603 pasnunyHoOM nokanmaaumnm (21 pebeHok).

B nepsow rpynne Habnwoganuck AeTU OT MaTepen ¢ Hacnep-
CTBEHHOW TpomMboMuInen M CconyTCTBYIOLLEN MaTonorven B
BUe apTepuanbHOM rmnepTeH3nn U XPOHNYECKOro roMepyrno-
HedpwuTa, MO0 NepeHecLLMX OCTPbIN TPOMO03 pasfnMYHOM Noka-
nmM3aumn (Yawle — BEH HWDKHUX KOHEYHOCTEeW), MpOXOAMBLLNX
Nle4YeHne B KIMHWKE Hedpororum, BHYTPEeHHUX U npodeccro-
HanbHbIX 6one3Hen um. E.M.Tapeesa [Mepsoro MIMY
M. CeyeHoBa 1 KB Nel cOOTBETCTBEHHO.

Bo BTOpylo rpynny BKO4YeHbl AETW, Habnofalwmecs Ha
6a3e remaToflorM4eckoro KOHCYNbTaTMBHOINO OTAeNeHns
MamalinoBckom [OEeTCKOM FOpOACKOM KIIMHUYECKOM 605bHULbI
BpayoM-rematonorom IN.B.CBMprHbIM B CBA3M C MepeHECEeHHbIM
OCTPbIM TPOMOO30M PasnMYHOM nokanusauun, B OCHOBHOM —
C MLLEMNYECKUM UHCYNBTOM (61,2% nepeHecnu HCYIbT).

PacnipegeneHuve no nomny v Bo3pacTy NpefAcTaBiieHo crnepyto-
MM 06pa3oM: CpefHUii Bo3pacT geten B 1-1 rpynne coctasun
8,7 = 4,4 roga, N3 HUX Manb4mMKoB — 63,6%; cpegHUn Bo3pacT
geten 2-v rpynnbl — 8,7 + 5,5 roga, U3 HUX MasbyYnKkoB — 66,6%.

Hetn 1-i rpynnbl NpoLUv reHeTU4YecKoe MCCrefoBaHne Ha
Hanu4ve 6 NPOTPOMOOreHHbIX MyTauuin Ha 6a3e naéopaTopun
MOSEeKynapHON reHetrku venoseka HAWM MonekynsipHon megu-
uuHbl MOV BIMO Mepeoro MFMY um. U.M.CeueHoBa (3aBenyto-
Wi nabopartopuen — npod. [.B.3anetaes). et 2-i rpynnbl
6b1M 06crefoBaHbl [0 BKIOYEHUS B Halle MCccrnefoBaHue B
na6opatopuun 3AO «MNNHHW». Onpegenanvcb cnegyrowime no-
nMMopdm3Mbl: B reHe npotpomouHa — G20210A, B reHe dakTo-
pa V (JNlenpeHckasa mytaumus) — G506A, B reHe METUSIEHTETPArn-
apodonatpeaykrtassl (MTHFR) — C677T, B reHe uHrnéurtopa
akTuBaTtopa nnasmuHoreHa tuna 1 (PAI-1) — 675: 5G del 1G, B
reHe pmbpuHoreHa — G455A, B reHe TpOMOGOLUTAPHOrO peLien-
Topa cubpuHoreHa (GP llla) — T333C.

OueHka cocTosHUS 300pOBbs AeTel NPOBOANIACH B COOTBET-
cteum ¢ lMpukazom M3 PD Ne 621 ot 30.12.2003 r. «O Kowm-
NIEKCHON OLUEHKEe COCTOSIHUSA 300pOBbs AeTen». Bcem petsam,
noMMMO cbopa CEMENHOro aHaMHe3a 1 OLEHKM COMaTU4eCcKoro
cTaTyca C aHTPONoOMETpUEN, N3MepeHNEM apTepunarnsHoro aas-
TNIeHNs 1 orpefeneHemM Hanmuna Me3eHxmMMarnbsHoW aucnnasum,
OCYLLIECTBJIEHO KOMINIEKCHOE N1abopaTtopHO-NHCTPYMEHTaNbHoe
ob6cnefosaHve, BKIOYaroLlee pas3BepHYTbIN KIUHUYECKUA U
OUOXMMNYECKUI aHann3bl KPOBU U MOYU, UCCIIEf0BaHNE aKTUB-
HOCTU (DEPMEHTOB MOYM, orpefeneHve MUKpoanseyMUHypun
NOMyKONIMYECTBEHHLIM METOAOM C MOMOLLbIO TECT-NOSI0COK
«Mwukpanb-TecT», Roche. TecT cuntancs nonoXxutensHeIM, ecnm
KOHLEeHTpaums ans6ymmnHa npesbiwana 20 mMr/n, 4To onpegens-
J10Cb N3MEHEHNEM LiBeTa TECT-MONOCKM.

B cbiBOpOTKE KpOBW MUCCrefoBaHbl YPOBHU roMoumMcTenHa
(MMMyHObEpPMEHTHBIM METOLOM) M IMNONPOTEnHa (a) (MeTogoM
UMMYHOTYpPOMANMETPUN).

[nsa oueHkn ckopocTh Knybo4koson dunstpauum (CK®) mnc-
nons3osanack opmyna Lsapua:

CK® = k x pocT (cm)/kpeaTvHUH (MKmonb/n) x 88,4,
roe k gona pertenm crtapwe roga = 0,55, ong manbyMkoB-
nogpocTkoB k = 0,7; 88,4 — koathPULMEHT NepeBofa KpeaTUHK-
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Ha 13 Mr/gn B MKmosne/n. OueHuBanace Koarynorpamma c
ornpefeneHneM akTUBHOCTU €CTECTBEHHbIX aHTUKoarynsHTOB
(mpotenHbl S n C, antutpom6buH ). Ona ncknoyYeHns aHtu-
hochonmMnmuaHoro cMHapoma Kak npuobpeTeHHoro TpoMeéodu-
JINYECKOro COCTOSIHUA UccenoBasncs ypoBeHb BOMYaHOYHOrO
aHTUKOArynsaHTa U aHTUKapONONUMNHOBBIX aHTUTEN.

VYneTpa3BykoBOe MccregoBaHue ¢ gonnneporpaduent cocy-
JOB MoYeK OCYLLeCTBMsAfNa 3aBefylollas OTAeNeHneM yrnbrpa-
3BykoBor guarHoctukn KOL OFKB Ne13 wum. H.®.Ounatosa
O.M.H. A.N.l'ypeBny Ha annapate Logig-3 Expert (CLUA) ¢ wnc-
nosib30BaHMEM KOHBEKCHOro patyvka 5,0 My u nuHenHoro
gartyuka 8,6—11,0 MIMu. Mposoguncsa ocMoTp no4vek B B-pexume,
ucenegoBancs KpoBOTOK MPW LBETHOM OOMMAEepOBCKOM KapTu-
poaHun (LIOK) 1 gynnekcHoM OOMNMiEPOBCKOM CKaHUMPOBAHUU
C OLUEHKOW MHIOEKCa Pe3NCTEHTHOCTU.

[nsa npoBegeHnst CTaTUCTUYECKOro aHannaa 1cnosnb3oBanach
nporpamma Statistica 7,0. NpumeHANMcb MeToabl ONMcaTeNbLHON
CTaTUCTUKK, HENapameTpudeckme Metoabl (kputepun duilepa).
CraTncTmnyeckass 3Ha4MMOCTb Mokasartener 6bina onpegeneHa
Kak p < 0,05.

Pe3ynbTaTbl UICCNEQOBaHUA U UX 06CcyXaeHue

OueHKy ceMenHOro aHamHesa poncTBeHHUKOB | 1 Il cTteneHn
pofcTBa OCYLLECTBANM C Lenbio BbiSBIEHUA 3abonesaHui, ac-
COLMMPOBAHHbBIX C apTepuanbHbIMW/BEHO3HbIMU Tpom60o3amu
pasnuyHbIX OpraHoB W CUCTEM, MNaToNornen GepemMeHHOCTU Yy
XKEHLLMH, HanM4vem 3aborneBaHui NoYek B CeEMbe, B YaCTHOCTH,
XPOHUYECKNX TNIOMEPYNOHEPUTOB, U apTepuanbHON rmnepTeH-
31K, YCTaHOBMEHO, YTO OTArOLLEHHBbIN aKyLLIepCKu aHamMHes
(cnyvan 3amepLueli 6epeMeHHOCTU Ha PaHHMX CPOKax, Camorpo-
N3BOMbHBIX BbIKMAbILLEN W MPEeXAeBPEMEHHbIX POAOB), a TaKxe
TPOMOOTUHECKME 3NWU30[4bl BCTPEYaloTCd OOMHAKOBO 4acTo B
06eunx rpynnax (78,6% vs 74,6%, p = 0,05). Cpeon BCcex pop-
CTBEHHUKOB | 1 Il cTeneHn pofcTBa ykasaHHas natonorus BCTpe-
Yanacb 3Ha4YuUTENbHO Yalle y MaTepen HabrofaemMbix Aeten u
pexe — y 6abyLleKk No MaTepUHCKON JIMHUW, YTO NoJyYepKuBaeT
0CO6YH 3HaYUMMOCTb BbICHEHUSI TPOMOOPUNNHECKOTO CEMENHO-
ro aHamHesa, B MepByl0 o4epefpb, Mo NMHUK MaTepu. Takxe oT-
Me4eHo npeobnafaHvie cemer ¢ Hanuynem natonormm 6epemeH-
HOCTM 1 TPOMBO30B PasfMyHbIX JoKann3aunin y AByX pOLACTBEH-
HMKOB He TONbKO MEPBOW, HO 1 BTOPOW CTENeHV PoAcTBa. Takum
06pa3oM, Hann4me y XeHLUMHbI NaTonorum 6epeMeHHoCTH (oco-
6€eHHO NOBTOPHbLIE Cry4Yan 3amepLuert 6epeMeHHOCTU Ha paHHUX
CpOKax, CamOmnpom3BOJIbHbIX BbIKMABILLEN), TPOMOO30B pasnmy-
HbIX OPraHoB 1 CUCTEM, B MepBYI0 o4epedb, BEH HUKHUX KOHEY-
HOCTEN U TPOMOO3IMOONNM NErOYHON apTepun, cnegyeT paccma-
TpUBATL Kak BO3MOXHbIA MapKkep TpoMOopunun y pebeHka.

Bcem petsam, BnepsBble MOCTYMMBLUMM Mog HabnoogeHve B
KOU OFKB Ne13 um. H.®.dunatoBa, namepsanu pocT, Bec,
OKPY>XXHOCTb FPyOHON KNeTKW. [N TpakTOBKM MOMYHYEHHbIX pe-
3ynbTaToB MPUMEHANW LUeHTUNbHble Tabnuubl. OueHka uau-
4YeCKOro pas3BUTUSA C MCMOMb30BaHMEM LIEHTUMbHbIX Tadnu
(MasypuH A.B., BopoHuoB W.M., 2000) nokasana, 4TO
35 (79,5%) peten u3 1-n rpynnel 1 15 (71,4%) 13 2-i1 rpynnbl
nMenu cpefHee usmyeckoe passutme. lNokasarenn usmnye-
CKOro pas3BuUTUS HWXE cpedHero BbisBneHbl y 3 (6,8%) wu
4 (19,0%), a Bbiwe cpegHero y 5 (11,3%) u 1 (4,8%) pebeHka
B COOTBETCTBYOLLMX rpynnax. H13kuim ypoBeHb hrn3nyeckoro

pasBuTUA 3aMKCUPOBAaH NULLIL Y OAHOro pebeHka 2-1 rpynmsl,
a BbICOKWI YPOBEHb Pa3BuUTUA — Y OAHOro pebeHka 1-in rpynneoi.
®dusmyeckoe pa3BuTre 6bINI0 rapMoHNYHbIM Y 37 (84%) peTen
1-n rpynnbl n 'y 18 (85,7%) peten 2-i rpynnbl; HErapMOHUYHBIM
3a cyeT gedmumta maccel Tena 'y 3 (6,8%) n 1 (4,8%), a He-
rapMOHWYHbIM 3a cYeT M36biTKa mMaccel Tena y 4 (9,1%) wu
2 (9,5%) peTen COOTBETCTBEHHO.

Mpn KNMHMYECKOM OCMOTPEe Yy feTein o6enx rpynmn BbIABMS-
JIUCb NMPU3HaKU Me3eHXMManbHoW gucnnasuvu: y 1-i rpynnbl —
B 23% cny4vaes, y feTen 2-i rpynnbl — B 27%. Takum o6pasom,
YyacTtoTa Me3eHXMMarnbHON Aucrnasum 6sina npakTU4ecku oau-
HakoBoOW B 06eunx rpynnax (p = 0,05). ApTepuanbHou rmnepTex-
311 HU 'y OHOT 0 pe6eHKa OCHOBHOM rpymrbl He 3aUKCMPOBaHO.

leHeTn4eckmne wuccneposaHns MNpPoBefeHbl BCeM [eTaAM.
B Tabnuue npefncTtasneHbl pesynsTatbl aHanusa pacnpepene-
HWS annenem n reHoTUNoB U3y4eHHbIX nonumopduamos AHK
y comaTuvyecku 3[0POBbIX AETeNn U Yy nepeHeclumnx Tpomo60o3
pasnuyHbIX nokanusauun. CoyetaHve NpPoTPOMOOreHHbIX My-
TauMm otMevanocb B ob6eux rpynnax: y 97% — B 1-i1 rpynne,
y 94% pfeTen BO 2-1 rpynne. YpOBHW €CTECTBEHHbIX aHTuKoary-
naHToB (npotemH C, S, aHTUTpPOoMOMH lll) 6bINn MccnegoBaHsbl
y BCex pgeTten: B 1-i rpynne nuilb y OOHOrO Masbyvka oTMeye-
HO OOHOBPEMEHHOE CHWXeHWe ypoBHer npoteuHa C go 67%
(Hopma 70-130%) n npotenHa S go 37% (Hopma 60-140%),
B MOCNeayoLeM Y Hero AnarHocTMpoBaH MHAAPKT MOYKK; a BO
2- rpynne 4YeTBepo AeTen UMeNn HU3KUIM YPOBEHb 3TOr0 aHTu-
koarynsaHta (25-53,4% npu Hopme 70-130%), y 3 M3 HuUX
Takxe AMarHoCTMPOBaH MHMAPKT No4YkU. YpOBEHb NpoTenHa S
6bI1 CHYXXEHHBIM Y OHOro pebeHka 13 2-1 rpynrbl U He cove-
Tanca ¢ NHPaPKTOM MOYKM.

Y BCex [deTen nokasaTenn KIMHUYECKUX U OGUOXMMUYECKUX
aHanmn3oB KpoBwu (06LLMin 6enoK, ansbyMnH, KpeaTHUH, MOYEBU-
Ha, MoYeBas KMUCNoTa, XONecCTepuH, TPUrMuUepuasl, anaH1Hosas
M acnaparumHoBasi TpaHcamMmnHa3sbl, LLenoyvHas ocdarasa, arnek-
TPONUTHBIN COCTaB), Koarynorpammbl (OMOPUHOrEH, aKTUBUPO-
BaHHOe YacTU4HOe TPOMOOMNAaCTUHOBOE BPEMS, MEXAyHapoaHoe
HOpManu3oBaHHOE OTHOLLIEHNE, TPOMOVHOBOE BPeMsi) COOTBETCT-
BoBasnm Hopme. CKopoCTb Kiy604KOBOWM (hmnbTpaLmMmn paccymTbl-

Tabnuua. Pacnpepenenue nonumopcmamos JHK y naumeHToB
OCHOBHOMW rpynnbl

[Monumopcuam leHotun 1-a rpynna 2-9 rpynna
n % n %
®akTop | (hrbpuHOreH) -455 (G/G) 21 47,7 13 61,9
—455 G/A —455 (G/A)* 20 45,5 7 33,3
—455 (A/A)* 3 6,8 1 48
®akTop Il (npoTpoM6MH) 20210 (G/G) 42 g515 21

100

20210 G/A 20210 (G/A)* 2 4,5 -
20210 (A/A)* - - - -
®akTop V 1691 G/A 1691 (G/G) 39 88,6 18 85,7
1691 (G/A)* 5 11,4 3 14,3
1691 (A/A)* - - -
PAI-1 (uHruéntop -675 5G/5G 8 18,2 4 19,0
akTuBaTopa -675 4G/5G 20 455 8 38,1
nnasmmHoreHa-1) —675 4G/AG* 16 36,3 9 42,9
—-675 4G/5G
Gpllla (TnukonpotewH llla) 1565 (T/T) 32 72,7 16 76,2
1565 T/C 1565 (T/C)* 12 27,3 4 19,0
1565 (C/C)* - - 1 4.8
MTHFR (meTuneH- 677 (C/C) 15 34,1 5 23,8
TeTparugpodonat- 677 (C/T) 21 47,7 13 61,9
penykTasa) 677 (T/T)* 8 18,2 3 14,3
677 CIT

*reHOTUIbI, ABAISIOLYMECS MOTEHUMATbHBIMU LpaKTOpaMM pucka Tp0M6033.
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Banacb no chopmyne Leapua. Y geten obenx rpynn CK® co-
ctasngana: B 1-n rpynne — 93 + 3,9 mn/mMuH, BO 2-i rpynne —
97 + 5,4 Mn/MUH (T.e. COOTBETCTBOBAIIA BO3PACTHOW HOpME).

Mpu oueHKe KNMHMYECKOro aHanusa Mo4un y geten 1-i rpynnbl
N3MeHeHUN He 3adnKCMpoBaHo, a'y 6 AeTen 2-i rpynbsl oTMeva-
nacbk MYKPO3PUTPOLMTYPUS A0 4—5 B /3 B MOBTOPHbIX aHann3ax.
MuKpoanbbyMrMHYpus B YTPEHHEN MopLuMM MOYM onpegensnace y
Tpex nauueHToB 1-i rpynnbl U y NATEPbIX AeTer U3 2-1 rpynnbl.
CytoyHaa noTtepsi 6enka He npesbiwana 0,2 r, NUWb y OOHOM
0EeBOYKM C nneoemopasibHbIM TPOMO6030M 1 aHTUochonmnua-
HbIM CMHOPOMOM CyTO4Has noteps 6enka coctasnsana ot 0,2 oo
0,4 r/cyT, 4TO MOXHO pacueHVBaTb Kak CUHAPOM MPOTEWHYPUN
npu ADC-accoummnpoBaHHo HedpponaTtum. Mo gaHHbIM 6UOXUMK-
4YeCcKoro aHanuaa Mo4u okcanypus Bbisenanack y 5,5% peten
1- rpynnel 1 5,8% peten 2-i1 rpynnel, Kansumypus —y 4,8 u
7,2% COOTBETCTBEHHO. CHWXEHMEe TUTPYeMON KUCIIOTHOCTU W
yMeHbLUEHVE BblOENeHNs ammumaka, T.e. HapyLleHne aumgoamMmmo-
HWoreHesa, BCTpeyanocb y 5 getert 1-i rpynnbl n y 7 OeTen
2-1 rpynnbl, NpyyemM y 4 geTen ¢ HapyLleHeM aumaoaMmMOHUore-
He3a BblIsiBMEHbl Y3-NpU3HaKkn MHAapKTa MNOYKW.

YpoBHN epMeHTOB Mo4un (apuncynbdarasa-a, [-rioko-
poHvaasa, y-rmytamunTpaHcdepasa, XonMHacTepasa) He BbIXO-
Onnu 3a npegenbl pedepeHCHbIX 3HAYEeHU y BCex eTen 3a uc-
KNoYeHneM 4 naumeHTOB C AMarHOCTUPOBAHHBIM MHMapKTOM
noyYkKn. Y OaHHOW rpynnbl AeTer oTMevany He3HadMTesnlbHoe Mo-
BbILLEHNE NN30COMalbHbIX (EPMEHTOB (B-rNMIOKOPOHMAA3bLI U
apvncynedarasbl-a): B cpegHeMm go 0,45 + 0,19 n 0,88 + 0,12
npwv Hopme Ao 0,45 1 0,76 E/Mr/mn KpeaTMHVMHA COOTBETCTBEHHO.

K cneumnanbHbiM 6MOXMMUYECKMM Mapkepam, UccrefoBaH-
HbIM B XOAe OaHHOW paboTbl, OTHOCWUIIOCH OMpefesieHe ypoB-
Heln nunonpoTtenHa (a) (pedepeHcHble 3HadeHns 0-30 mr/an) u
romoumcTemHa (pedpepeHcHble 3HadveHus 3,7—13,9 mkmonb/n),
NP NOBbILLEHUN KOTOPbIX YBENNYMBAETCH PUCK BO3HUKHOBEHMUS
TPOMOOTMYECKMX 3MM30[0B. YMEpeHHas rmneproMoumcTenHe-
MUS B codeTaHuu ¢ nonumopdguamom B reHe MTHFR BbisiBneHa
y 7 petent: y 3 geten U3 1-i rpynnel Uy 4 — U3 2-n rpynnsl.
Heob6xogmMmo oTMeTuTb, 4To y 10 feTen ¢ roMO3UrOTHON MyTa-
umen B reHe MTHFR ypoBeHb romouuctenmHa octasasncs Hop-
MasibHbIM, MPUYEM OTHETIIMBO NPOCIEXMBAETCSH CBA3b C BO3pac-
TOM pebeHka: Mpu HanMynM OQMHAKOBbLIX M3MEHEHWI B reHe y

Puc. 1. YnbTpa3BykoBoe uccnepoBaHne noyek manbymka C., 1 r. 7 mec. a — B-pexxum, CTpenkon nokasaHa runepaxoreHHas 30Ha B BEPXHEM
nostoce nNpasov NoYkK (MHpapKT noykm); 6 — pexxum LOK (cTpenkoi nokasaHo OTCYTCTBME KPOBOTOKA B 3TOW 0651acTu).

Puc. 2. YnbTpa3BykoBoe UccrnefgoBaHue NoYek Manbymka A., 2 net. a — B-pexum, CTpenkon nokasaHa KVHOBMAHAsS rMNepaxoreHHas 3oHa B
BEPXHEM Mosoce Npason MoYKN (MHAPKT NoYKkK); 6 — pexum LIAK (cTpenkorn nokasaHo oTCyTCTBME KPOBOTOKA B 3TOW 0651acTh).
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JeTel cTapLlero so3pacTta Mo CpaBHEHWO C Mnaglwvmm ypo-
BEHb roMoumcTerHa 6bin Bbiwe. OgHako y geTen ¢ rmnepromMo-
LMCTEMHEMMEN HEe BbISBIEHO CBA3U C U3MEHEHUSMU hyHKLUMO-
HanbHOro COCTOSIHUSA MOYeEK.

Mo paHHbIM Y3W, pa3mepbl MO4YeK COOTBETCTBOBANM BO3-
pacTHbIM 1 pacHeTHbIM NokKasaTensaM (B 3aBUCMMOCTM OT Macchbl
Tena pebeHka), y ofgHOro pe6eHka paHHero Bo3pacta U3
1- rpynnbl BbISBMIEHA YMEPEHHas MWMenodKTasusa cnesa Ao
7 mm. Tpun oueHKe napeHxMMbl NOYEK W JaHHbIX Aonmnneporpa-
hmm cocynoB MoYek y geten obenx rpynn (3 cnyyas B 1-1 rpyn-
ne n 5 — BO 2-1) BbISIBNEHbI TMNEPIXOreHHbIe 30Hbl TPEYrofbHOM
hopMbl B NapeHXume MOYeK C OTCYTCTBMEM KPOBOTOKA B HUX,
co4yeTaBLUMECH C BbIP@XEHHOW runepnunonpoteMHeMuen (a)
(MpeBblILLIEHNE 3Ha4YeHWI 6onee, YeM B 3—4 pasa), 4To 6bIS10 pac-
LileHeHO Kak MHAapkT no4ku (puc. 1 1 2). MNpu gonnneporpadum
COCY[O0B MOYeK N3MEHEHUIN CKOPOCTHbLIX MapaMeTpoB KPOBOTOKA
N nHgekca pesucteHTHocTu (IR) He oTmeuanock. CpefgHee 3Ha-
YyeHue IR Ha ypoBHe fyroBbix apTepuin coctasuno 0,65 + 0,03.
VY BCeX OCTasnbHbIX AETel OCHOBHOWM rpynnbl YPOBEHb JIMMOMNPO-
TenHa (a) B KPOBM COOTBETCTBOBAST HOPME U 3HA4YMMbIX N3MEHE-
HuIA npy Y3W no4ek BbISBNEHO He 6bISo.

3aknwo4yeHue

Mo pesynstatam o6cnefoBaHUs OeTel C HacnefCcTBEeHHOMU
TpoM6oUnIMen MOXHO chenaTb BblBOL, YTO GOMbLUMHCTBO U3
HUX (6onee 70%) umelOT cpedHee rapMOHWYHOE (DU3NHecKoe
pasBuTUe, NPU3HaKU Me3eHXMMaribHON aucnnasvm BCTpedvaroT-
ca y 25% naumeHToB. Ha MoMeHT o6cnefoBaHusa 21 pe6eHoK
nepeHec TpoM603bl PasfnMYHON nokanuaauumu.

MHapKT MoYku BCNeAcTBMe TpoM60o3a BETBEW MOYEeYHOMU
apTepun BbIIBIIEH Yy 7 AeTel, OAHAKO KIMHUYECKUX NPOSBNEHUN
y 3TUX NaUMEHTOB HEe OTMEYEHO, YTO CBA3aHO, NO-BUAMMOMY, C
OTHOCUTENbHO HEe6OMbLUMM 06BbEMOM MOPAXKEHUS MOYEYHOMN
TkaHu. MNpu Y3 ¢ gonnneporpadmen cocyqoB noyek B NapeH-
XnMe 06HapY>XeHbl KIMHOBUAHbIE aBaCKyNsApPHbIE 30HbI C rUnep-
9XOreHHOW CTpyKTypon. Npn nabopaTtopHoOM o6CcrefoBaHun y
3TMX MaUMEHTOB OTMEYEHO MOBLILLIEHWE fMNonpoTenHa (a) B
KpOBU B 2 1 6oree pas, No AaHHbIM aHanM30B MOYM Yalle OT-
MevyaeTCsi MUKPOSPUTPOLNTYPUS, CHUXKEHWE auumaoamMMOHUore-
He3a, NoBbILLEHNE aKTUBHOCTU TIM30COMasibHbIX (DEPMEHTOB.

Mbl pekomeHayeM OeTsiM ¢ HacneacTBEHHOW Tpombodunmen
npv MOBbILIEHUN NUMONPOTEMHA () B KpoBu npoBoauTe Y3U
noyek ¢ gonnneporpadunert cocynos ANA UCKIIOYEeHUA UHMap-
KTa No4ku. MNpn BbISBNEHUM yKa3aHHOIO OCITOXXHEHUs1 HEOOXOaU-
MO [MCMaHcepHoe HabnogeHe y Hedpponora ¢ BKNIOYEHVEM B
Tepanuio MemM6paHoOCTabunmM3aTopoB 1 SHEProTPOMHbIX npena-
paToB MO OOLLENPUHATBEIM CXeMaM.
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