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Buieoodut

Ha ocHoBaHNHN [aHHBIX aHKETHUPOBAHHS HaceAeHHs Hauboaee JaCThIMU KAWHU-
YeCKUMHU I[IpHU3HaAKaMH IIOCTKOBHIHOI'O CHHApPOMAa SBHAWUCH OOIIMie CHMIITOMBI, H3
HHUX IIpeo0AaaAd YCTaAOCTh (67 %) u mblitedHad caabocts (42 %). Tak ke Hauboaee
pacIpocTpaHeHHbBIMU CHUMIITOMaMHU SBAsioTcs auszocMmud (S0 %), mucreBsus (43 %),
roaoBHag 60ab (35 %), HapylleHHe ITaMATH M KOHIlEeHTpanuu BHuUMaHudg (29 %). K
OCHOBHBIM XKaA00aM CHCTE€MBI OPTaHOB AbIXaHHsS MOXKHO OTHECTH — KaIleAb (45 %)
u oxplika (34 %). Ilpu aToM K Hanuboaee 4YacTO BCTPEUYAIONIMMCH KaaobaM CepiedHo-
COCYIUCTOH CHCTeMbl OTHOCHATCH 3arpyAuHHble 60oam (15 %) u cepauebuenue (15 %).
OcHoBHas Kaaoba MO ITHIIIEBapUTEABHOI cucTtemMe — TomHOTA (15 %). Tak e
HabAIO/1aeTCs BbITIAJIEHUE BOAOC ¥ 28 % HarueHToB.

Kak mpaBuao, y 60ABIIMHCTBA ITAltMeHTOB (71 %) HAUTEABHOCTH TE€YEHHUS IIOCT-
KOBUIHOTO CHH/POMAa COCTaBHAO OT 1 /10 2 MecdleB.
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Beeodenue

Femodumansa mpencraBaseT coboil HacaeqCTBEeHHoe 3aboAeBaHHE, CBA3aHHOE C
neeKTOM ITAa3MEHHBIX (PaKTOPOB CBEPThIBAHUS KPOBU. ['€HBI reMO(pHUANN HAXOAAT-
c4g B X-XpOMOCOME (pelieCCUBHAad ee MyTallisl), KoTopas IIepeaeTcs OT Aefla K BHYKY
Jyepe3 3M0POBYIO A04Yb (HOCUTEARHUNy aedpekTHoro reHa). Ilo crarucruke BO3 npu-
MEPHO OAWH MAazeHell MyzKcKoro roaa u3 5000 poxkmaercs ¢ remoduarel, BHe 3a-
BHCHMOCTH OT HAIIMOHAABHOH HAW pPacoOBOM NIpHHAIAEKHOCTH. Hamboaee dyacTo
BCTpedyaeMble caydau reModpuanu tuna A u B. Tak, remodunausa Tuiia A BbI3BIBAET
HEJOCTATOYHOCTb B KPOBH HeobxomuMmoro 6eaka — dakropa VIII (auTuremoduabHO-
ro raobyanHa). Hacrora ee BcTpedaeMocTu — 85,7 % (18 yeaoBeK M3 BceX CAydaeB
0oabHBIX remocduameii). 'emoduang Tuna B BrI3bIBaeT HEQOCTATOYHOCTH (PakTOpa
naa3mel — daktropa IX (Kpucrmaca), 4To IPHUBOAUT K HAPYLIEHHUIO 00pa3oBaHUS
BTOPUYHOTO KOATYASIIMOHHOTO CIyCTKa. JacToTa ee BCTPEeYaeMOCTH 3HAYUTEABHO
Huke — 14,3 % (3 yeaoBeKa M3 BcexX caydaeB O0ABHBIX reModuaueii) [1, 2].

3anono3puTh TeMOMUANI0 BO3MOXKHO YK€ B PaHHEM BO3pacTe, IIPH: TeMapTpo-
3ax (50-60 %), BO3HUKAIONIUX BIIEPBBbIE B Bo3pacte 1-8 aeT mocae yminboB, TPaBM,
COIIPOBOXKAAIOIIMECS OOAEBBIM CHHAPOMOM, YBEAHYEHHEM CycTaBa B 00ObeMe, THIIe-
peMuelt u rurneprepMueil KoxHM Hall HUM; IOAKOXKHBIX reMaroMax (20-30 %), KoTo-
pble B YaCTHOCTH CAy4YaeB MOTYT CAaBAUBAThb KPYIHbIE apTePUHU U NepUudepuiecKre
HEPBHBIE CTBOABI, BbI3bIBast MHTEHCUBHBIE 00AH, ITapaAnd, aTPO(HUI0 MBIIII] UAU T'aH-
rpeny; rematypuu (10-12 %).

Tak ke BO3HHKAalOIIHe KpoBoTeueHHUd (5—-10 %) y mereit mepBoro roma KU3HU
MOTyT OBITH CBSI3aHBI C IIPOPE3bIBAHHEM 3yOOB, OIlepallsMM, BCAEACTBUE BO3HHKA-
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IOT KPOBOTEYEHHSI U3 CAU3HCTBIX 000AOYEK IOAOCTU pra. KpaliHe omacHBIMU JAS pe-
OeHKa C remModuAvell SBAFIOTCH KPOBOTEYEHHS W3 3€Ba U HOCOTAOTKH, ITOCKOABKY
OHU MOTYT IIPUBECTU K OOCTPYKIIUU AbIXaTEeAbHBIX IIyTeHd U IIOTPeboBaTh 9KCTPEHHOU
TpaxeocTroMuu. KpoBoM3AUSIHNSA B MO3roBble 000OAOYKH U I'OAOBHOM MO3T IIPUBOAAT K
TsaKeAbIM mnopaxkeHusaMm LIHC, aetaabHOMYy ucxony (3 %). OmgHako, B TpyZHOM BO3-
pacte reMoUAUS AeOIOTHPYET pPeaKO B CBS3H C TEM, YTO B MaTE€pPUHCKOM MOAOKE
COIEPKUTCS AOCTATOYHOE KOAWYECTBO aKTUBHOTO (pepMeHTa — TPOMOOKHHA3BI, KO-
TOpasi CliIoco0Ha yAy4IlIaTh (pOpMHUpPOBaHUeE CrycTKa [1].

Takum oOpa3oM, Ipu OOHAPYKEHUU CUMIITOMOB CA€AYET IIPOBECTHU TIIATEABHYIO
AUATHOCTHUKY Ha OCHOBAHHM KAWHHYECKHX MaHHBIX, PE3YABTATOB Aa0OPATOPHBIX HUC-
CA€IOBAHUM CHCTEMBI IeMOCTa3a U I'€HEAaAOTHYECKHX CBEACHHIX, YKA3bIBAIOIIUX HAa
PELIECCUBHOE HACAEIOBAHHUE, CLIEIIAEHHOE C X-XPOMOCOMOHM.

He manro BaskKHO KayeCTBEHHO ITOA0OpaHHOEe KOMOMHUPOBAHHOE A€YEHHE (3aMeCTH-
TeabHas Teparsa KoHileHTpaTamu VIII u [X ¢pakTOopoB cBepThIBAaHUSA KPOBU IIAa3MaTH-
YEeCKMMHU UAU PEKOMOMHAHTHBIMH) C IIPAaBHUABHO ITI0IOOPaHHBIMHU no3aMu. [ad BoccTa-
HOBA€HHS (PYHKIIMH CYCTaBOB IIPOBOAAT KYPChl PeaOHAWUTAIINH HAW SHIOIIPOTE3HPOBa-
Hue. C IeAbIo TIPO(PHUAAKTHUKY POXKAEHUSA pebeHKa ¢ TeMO(UANEH ITPOBOAATCS MEIHUKO-
reHeTH4YecKoe KOHCYABTUPOBaHNe, BO3MOXKHA [IpeHaTaAbHas AUarHOCTHKA [3].

B Pecniybauke Beaapych Bce IallMeHTHI C TsXKeAoi popMoii remodpravu A u B ¢
IPO(PHUAAKTUIECKOH IIEABIO IIOAYyYAIOT IIpernapaTbl KOAryASIIMOHHBIX (PaKTOPOB AT
CaMOCTOATEABHOTO (MAW C IIOMOIIBIO POACTBEHHHKOB) BBeleHUsI. KoHcyapTaTHBHad
IIOMOIIIH ITAIMEeHTaM OKa3bIBaeTCs Ha 0a3e reMaTOAOTHYECKHX OTAEACHUH 0OAaCTHBIX
0OABHUIL, KOHCYABTATHBHBIX IIEHTPOB KPYIHBIX ropoaoB, PHITLI.

Ilens

OneHuTh KAMHUKO-AA00OpaTOpPHBbIE XapaKTEPUCTHKU H CTEIIEHHU TAKECTH IeMO-
duanuu y gerei.

Mamepuan u memoosL uccnecoeaHust

[IpoBenen anaan3 21-# KapThl CTAIIHOHAPHBIX OOABHBIX AeTeil B Bo3pacTe a0 18 aer,
IIPOXOAUBIINX AUATHOCTHUKY U A€4YEHHE IeMO(UANHN B OHKOAOTHYECKOM I'€MaTOAOTH-
YEeCKOM OTAeA€HUH nad aeteit I'Y «PecryOAMKaHCKHUE Hay4YHO-IIPaKTHYECKUH LEHTP
panraiiiOHHON MEOUIINHBI U 9KOAOTHH YEAOBEKAr.

[uarHo3 reMouany ObIA TOCTABAEH HA OCHOBAaHWM KAWHHUYECKHX MAHHBIX, pe-
3yABTATOB AADOPATOPHBIX HCCAEIOBAHUU CHUCTEMBI I'eMOCTa3a: YAAUHEHHE aKTHUBU-
POBAHHOIO YaCTUYHOTO TpoMbomaacTuHOBOro BpeMeHU (AYTB) u cHukeHHe akro-
poB cBepthiBanus KpoBu VIII (FVII) u IX (pakrop Kpucrmaca). B cayuae 6Goae3Hu
XaremaHa y4YUTbIBaAU CHUzKeHHe ypoBHs daktTopa XII cBepThiBaHUus KpoBu. He ma-
AO BazKHO€ 3HAQYE€HHE HMMEIOT T'€HEaAOTHYECKHE CBEICHHUSI, YKa3bIBAIOIIHE Ha pellec-
CHBHOE€ HaCA€JOBaHHE, CLIEIIAEHHOE C X-XpPOMOCOMOH.

Cratuctuyeckas o0OpaboTKa BBIIIOAHSIAACH IIPU IIOMOIIM ITaKeTa ITPUKAAIHBIX
nporpaMmMm «Microsoft Excel» u mporpammer «Statistica» 6.0 ¢ mpuMeHeHHEM OCHOB-
HBIX METOZOB OIIMCATEABHOH CTATHUCTHUKH.

Pe3ynomamul uccnedcoearust u obcyxicoeHust

Brian nccaenoBanb! 21 ucropus 3aboseBaHUS AeTed, CTpagarIUX reModuanei
pasHol creneHU TaxXecTd. CpefHUH BO3pacT AeTeH Ha MOMEHT IIOCTaHOBKH AHATHO-
3a cocraBuA 1-1,5 roga. OTMEYaA0OCh, YTO C TIKEABIM TeUYeHHEM 3a00AeBaHUS CHMII-
TOMBI ITPOSIBASIAUCH 3HAYUTEABHO paHble (B 8-9 mec.), a ¢ AeTKUM TedeHHeM 3aboae-
BaHMe neGroTHpoBano 1o3xke (Ha 20-22 mec. xxu3HH). 'emoduana Tuna A HabAoza-
Aach B OOABITHHCTBE caydaeB (18 merett — 85,7 %), mpu KOoTopoil BO3HHUKAET HEO-
CTaTOYHOCTE B KpoBH (QakTopa VIII (anTuremocduarHOro raodyamHa). I'emoduans
Tumna B BcTpedyasachk orHocuTeabHO penko (3 (14,3 %) pebeHKa), 1A KOTOPOH Xapak-
TepHa HENOCTaTOYHOCThb pakTopa Iaasmbl IX (Kpucrmaca), 4To ImpuUBOAUT K Hapy-
HIeHUI0 00pa30BaHUs BTOPUYHOIO KOATYASITMOHHOIO CIyCTKa. Tak ke ObIA BBIIBACH
cay4dali ¢ pegkod popmoii 3aboreBaHUSI — HACAEICTBEHHOM Koaryaonatueit «<boae3Hp
Xaremanar (4,8 %), nad KOTOpPoi XxapakTepHO cHUKeHue dakropa XII cBepThiBaHUA
KpoBH. [Ipu 3ToM oTMedaeTcd ayTOCOMHO-PELIECCUBHOE HACAEIOBAHHUE.
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HacaencTBeHHBIH hakTop OBIA BbIgBAEH B 15 (71,4 %) cayuaax, ay 6 (28,6 %) ne-
Tel ceMeHHOM OTArOIIEHHOCTH BBIIBA€HO He ObIAO.

Haunboaee yacThbIMU IIPOSIBAEHUSMH I'€eMOPPArHYecKoro CHHApPOMA IIPU IeModHU-
AWU IBUANCH: TeMapTpo3bl y 11 (52 %) merelt; remaToMbl BecTpedaaucs y 7 (33,3 %) ge-
Tel; reMaTypud Habaomasach v 4 (19 %) nereit; kpoBoreueHuda y 2 (9,5 %) nereii. B
TPyAHOM Bo3pacTe remoduausa AeOIOTHPYET PeAKO B CBA3M C TEM, UTO B MaTepUH-
CKOM MOAOKE COEP3KUTCS NOCTATOYHOE KOAMYECTBO aKTUBHOIO (pepMeHTa — TPOM-
OOKMHAa3bI, KOTOpad CIlocobHa yAydIIaTh POPMHUPOBaHUE CTyCTKA.

XapakTepHbIM OAS TeMO(MUANN CKPHUHUHIOBBIM TECTOM SIBASIETCS VIAUHEHUE
AYTB. B gaunoMm uccaegoBanuu nokasareab AYTB Koaebaacga ot 36,5 mo 80 c.

YTOYHSIOIIMM TECTOM CAY3KHAO oIlpeseseHue pakTopoB cBepThbiBaHus (VII, VIII, IX)
B 1aa3Me KpoBH. OTMEYaA0Ch CHUZKEHHE OHOrO U3 (pakTopoB Ooaee yeMm Ha S50 %, B
COOTBETCTBHUH C THIIOM reMo(UAWH. BeandynHa MaHHOIO IIOKa3aTeAs yKas3blBaeT Ha
CTENeHb TSXKECTH TedyeHHUsd 3a0oaeBaHUd. Tak, C AETKHM TedeHHeM 3a00AeBaHUs ObI-
A0 S (23,9 %) mereii, yedt ypoBeHBb pakTOpoB coctaBua 5-30 %. Co cpemHell crere-
HBIO Ts3KeCTU Ob1n0 4 (19 %) pebenka, mpu 3TOM (PaKTOpP CBEPTHIBAHHUA ObIA pPaBEH
1-5 %, a pu TaKeAo# crenneHH (pakTop ObIA MeHee 1 % B KpPOBH, YTO OBIAO BBHIIBACHO
y 12 (57,1 %) meteii, 4eMy CBUAETEABCTBOBAAN KPOBOTEUEHHS C CAMOTO POXKICHHUSI.

Buleoowst

[To pesyabTaTraMm paboThI OBIAO BBIIBAEHO, YTO reMO(UAHS A BCTpedaeTcs 3Ha-
quTeAbHO dare (85,7 %), o cpaBHeHHIO ¢ reModuaneii B (14,3 %). HacaencrBeHHBIH
dakTOp IIPOCAEKHBAACH B OOABIIMHCTBE CAy4aeB AHATHOCTHPOBAHHONH IeMO(HANH
(71,4 %). Cpemuuii Bo3pacT AeTedl IIpH IIOCTAHOBKE AMAarHo3a cocTaBUA 1,5 roxa.
KanmHnyeckasg KapTHHa XapaKTepUu30Basach I'eMaTOMHBIM THIIOM KPOBOTOYHBOCTH:
reMapTpo3bl, COIIPOBOXKAAIOLIHECHS 0OOAEBBIM CHHIPOMOM, YBEAMYEHHEM CYCTaBOB B
o0beMe, runiepeMueil U rurepTepMueil Koy HaJl HUMH; leMaTOMbI AHUIla ¥ KOHEYHO-
crell; KPOBOTEUEHUd pPa3AUYHON AoKaam3auuu. [Ipu aToM, mad reMopHUAUU HE THU-
IUYHBl HOCOBbIE KpPOBOTE€YEHHsd. BBIpaskeHHOCTh TIeMOpPpParudeckoro CHHApPOMA
OIIpeNeAsIAaCh CTEIIEHBIO TAXKEeCTH reMouAnU. BeaymmM aab0paTOPHBIM IIPU3HAKOM
dBUAOCH YIOAWHEHMNE BpPEMEHH CBepThbIBaHUA KpoBU B TecTe AUTB. B yroungrommx
TecTaX — CHHXKEHMHEe COOTBETCTBYIoIlero rnaasmeHHoro gakropa (VI umam IX), a B
caydae Ooae3Hu XaremaHa — ypoBeHb pakTopa VII. IIpeBaanpoBasa Tsaxeaad op-
Ma remopuaud (57,1 %), Tpebyroiiasa NpopruAaKTUIECKOH 3aMEeCTUTEABHON Teparuu.
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Beeodenue
OmHUM W3 3HAYUMBIX 3a00A€BAHU OIOPHO-ABUTATEABHOM CHCTEMBI SBASETCS
ocreornropo3 (OIT). OII (smopucTast KOCTh — XPOHUYECKOE CUCTEMHOE 3aboAeBaHHUE CKe-

AeTa, A KOTOPOTO XapaKTEePHO YMEHBIIIEHUEe O0IIel KOCTHOH MacChl TeAa, YTO MIPHU-
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