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BBenenmne.

TAR-cuHOpoM  xapakTepusyeTcs  HallMudeM  TPOMOOIWTONIEHWH U
IByCTOPOHHE} aIia3Well Wi TUIOIUIa3hel Ty4eBhIX KOCTeH IpU 00s3aTelIbHOM
COXpaHHOCTH 1-bIx manbneB kuctu. [laHHOe 3aboieBaHMe OTHOCHUTCH K PEOKHM
HACEJICTBEHHEIM  3a60NeBaHMEM C  ayTOCOMHO-DEIECCHBHEIM  THIIOM

HacCJIeAOBaHHA.

Yacrora BcTpeuyaemoctd TAR-cmHIpOMa IpHMEpHO coOCTaBisieT 1 Ha
240000 uenosex. B Poccwuiickoii ®enepanuu BbIABIEHO OKoo 150 cirydaeB

JaHHOIO 3200JIeBaHM.

BrisBnsemas — TpoMOomuTomeHus ~— oOyclOBIEeHa — HEJOCTATOYHOCTEHIO
MEraKapHuOLMTOB (MX OTCYTCTBHEM B 66 %, yMeHbIIeHHEM KoiudecTBa — B 12 %,
(GyHKIIMOHATBHO) HEaKTMBHOCTEIO —B 12 % ciydaeB), 303uHOGMIMEH

(BcTpewaeMocTb — 55 %), aHEMHEN.




ITaTorenes.

IIpu TAR-cunApOMe BEHIABIEHEI TaTOTeHHbIE MyTaluk B reHe RBM8A. T'en
pacroiaraercs Ha JIMHHOM Iuiede 1 xpoMocomsl u kogupyeT PHK-cBs3sIBarommi
6emok 8A. Bemok RBM8A wurpaer BaXHyI0O poilb B IIPOLIECCE CIUIAMCHHTA H
nocTTpaHcisaiuonHoi Momubukauuu MPHK. BonpmmucTBOo 6GOnsHeIXx TAR-
CHHAPOMOM HMMEIOT JEJIEIMIO y4aCTKa XpOMOCOMBI, 3aXBaThIBaloIIyio reH RBM8A
U MyTauuio B apyroi xonud RBM8A rena, xotopas ocnaGisieT TpaHCKPHIILUIO U
CHIDKaeT ypoBeHb Oenka. VIHIMBHOyMEI, KOTOpHIE MMEIOT IIOpaXkeHHe OGBIYHO
Hacneayror MyTauuro RBM8A rena ot ogHoro u3s pomuteneii. Pogurenu 601bHEIX,
HocuTenmu MyTauuu B reHe RBMSA wmmm 200 kb nememuu, KIMHUYECKHX
IIPU3HAKOB CHHApOMa HEe HMEIOT. Ho B MpOBENEHHBIX HCCIEIOBAaHHAX OBLIO
OTMEYEHO, 4YTO Jenenus xpoMocoMel 1q 21.1 He sBugeTcs BaXXHOH B
AeTepMMHanuMyd  QeHotHma mpu TAR-cuHmpoMe. BBIIO  BEISBIEHO, 4TO
CTpOMaJIbHbI€ KJIETKM KOCTHOIO Mo3ra y mnauueHToB ¢ TAR-cuHmpomom He
skcnpeccupyioT CD 105 anTureH, ARsomuiics 9acTei0 PELENTOPHOIO KOMILIEKCA
mis pakropos pocta TGF- 6era 1 u TGF-6eta 3. Brina BhicKa3aHa TUII0TE3a, YTO
¢enorun npu TAR-cuHApPOME MOXeT GBITH 06YCIOBIEH IOBPEKICHHEM 06IIEr0

MpeAIeCTBEHHIKA KIETOK XPSIIEBOM, KOCTHOM M F€MOIIO3THYECKOM CUCTEM.




Knunnueckne NpoABJICHHUSA.

Jlnarno3s CTaBUTCS Ha OCHOBAHHMY BEHIABICHHS KOMOWHAIMH 2 IPU3HAKOB:

JBYCTOPOHHETO OTCYTCTBHS JIy4€BbIX KOCTEH M TPOMOOIUTOIIEHHH.

JByCTOpOHHEE OTCYTCTBHE IyYeBHIX KOCTeH C MPHCYTCTBHEM IEPBBIX
NaJIbLIeB KMCTEH XapaKTepHO BCerna I JaHHOro 3aboneBaHus. IlepBbie MabIibl
OmM3Ky K HOPMallbHBIM IO pa3MepaM, HO HECKONBKO INHMpe M Golee ILIOCKHE.
3amsicTbe 06pallleHO B CTOPOHY GONIBIIOIO majblia, 06pasys yrol MexXIy KECTBIO U
npenmieybeM. YeM MeHbBINE Yroll MeXIY KHCTBIO M IPEAILIEYHEM, TEM MEHBIIE

00BEM IBMIKEHUM U CHIIA.

TpomOGoruToneHUs MOXET OBITH BPOXKIECHHOM MM Pa3BUBAThCA B TEUCHUM
IIEPBBIX HECKOJIBKMX HENENb M MeECALEB XU3HU. [IpumepHo y 60 % GONBHEBIX
TPOMOOLIMTONIEHHS Pa3BUBAETCS B TEUEHUH NEPBEIX HEAENb XU3HU. Kak mpasmio,
SIU30/BI TPOMOOLMTONEHHH YPEKAIOTCS C BO3PACTOM, ¥ K IIKOILHOMY BO3DPACTY
GonpmmHCTBO JeTel ¢ TAR-CHHAPOMOM HMEIOT HOPMANBHOE KOIAYECTBO
TpoMGouuToB.  TpoMOOIHMTONEHUYECKHE KPU3EI MOTYT  HPOBOLMPOBATHCS
CTpECcCcoM, UHQEKITUAMH, XKEILyAOYHO-KAIIEYHBIMH paccTpoicTBaMu,

6epeMeHHOCTI>IO U XHPYPIrU4€CKHUMHU BMEUIAaTCIILCTBAMH.

TpoMboLuTONeHMsl TIPUBOAMT K IIOSBICHMIO CHIMM HAa KOXE IO THILY
IypIypEl, 9aCcTBIM KPOBOTEYEHHSAM H3 HOCA, XKEIyHOYHO-KHIIEYHOIO TpaKTa H
remMarypud. Hawmbonee TsokelnbM IpOSBIEHHEM TPOMOOIMTONCHHN SBISIOTCS
BHYTPUYEPENHEIC KPOBOM3IMAHUS, KOTODHIE SBILTIOTCA OCHOBHOW IPHYHHOM
CMEPTHOCTH ¥ HapyIIeHUs UHTEIJUIEKTYaIbHOIO pa3sBUTUA GONBHEIX. CMEPTHOCTH B

TIEPHOJT HOBOPOXXAEHHOCTH JOCTUTaeT mpuMepHO 40%.

BosHEIE, KOTOPEIE EPEXHIM MIIaIeHIECKUH BO3PAcT 6€3 KPOBOM3IHIHNS B
TOJIOBHOX MO3[, OOBMHO MMEIOT HOPMAIBHYIO HPOAOIKHUTENLHOCTh JKM3HH H

HOPMQJIBHO€ UHTEJUICKTyaJIbHOE Pa3BUTHE.

Y DmalieHTOB WIKONBHOTO Bo3pacTa ¢ TAR-CHHAPOMOM 4acTo TpHCYTCTBYET

alUIeprusi K KOPOBREMY MOJIOKY, KOTOpas IpPHBOOUT K OGOCTpeHHAM




TpOMGOI.II/ITOIIeHI/II/I. Poct GonemmHCcTBa NaMUE€HTOB HAXOAWUTCA Ha YPOBHE MIIUA

Hxe 50 nmepreHTHIs.
Hpyrue anomanuu ckenera.

Moryt mopaxarkcsi Kak BepXHHE, TaKk M HIDKHHE KOHeYHOCTH. Ho mnpm
[IOpaKCHUH BEPXHUX KOHEYHOCTEH COCTOSHHE OLIEHMBAETCA Kak 6ojee TsKenoe.
MoskeT oTMedaThCs THIIOILIa3Hs WM AIlia3us JOKTEBOH KOCTH, IUIEYeBOM KOCTH U
IJIeYeBOro mosica. YacTo BCTpedaeTCs CHHIAKTHINS (CPOCIIMECS NAaibIbl) H

KIIMHOAAKTHIIMA S5 najbla (M30THYThIM aielr).

HuoxHre KOHEYHOCTH HOpaKaroTCs JUIb B 47 - 62% ciydaeB. OTMedaeTcs
BRIBUX Gefipa, CKpy4uBaHHe GefpeHHON MK 6oNbme6epnoBoit KOCTH, OTCYTCTBHE
KoneHHOM uvameykd. HawbGonee TskelsIM IOPOKOM KOHEYHOCTEH SBIAETCS
TeTpagoxomenus (OTCYTCTBHE WM 3HAYUTENHHOE HEJOPA3BHUTHE IPOKCHMAIBHOTO
OTAeNa KOHeYHOCTH). JIpyrue aHOMaIuy CKelleTa, BKIIOYAloIKe TIopaKeHue pebep
M INCHHBIX TI03BOHKOB (WIeHHEle peOpa, CIMSAHMA INEHHBEIX ITO3BOHKOB)

BCTPEYAIOTCSI OTHOCHUTENBHO PENKO.
OcobeHHOCTH NHIIA.

OtMedaeTcss MMKPOTHATHs, BBICTYNAIOIMA J106 M HH3KOPACIIONOXKEHHbIE

YIIHbIE PaKOBUHEL

Bpox/ieHHEIe MOPOKM cepAlia OTMedaroTes B 15-22% cirydaes. XapakTepHEI
Aie(eKThl MepEropoioK, pexe BCTPEYaroTCss KOMOMHHUPOBaHHEIE IIOPOKHU CepAma

(Tetpama ®@aio).
XKemyno4Ho-KHIIEYHEIE IPOSBICHHUS.

Anneprasi K KOPOBREMYy MOIOKY H TacTpoSHTepuTE. C BO3DAcTOM

OTMECYACTCS TEHACHIIHUA K YIAYYIICHHTO.

AHoManmn MOYEIIOJIOBOM CHCTEMEI BKIIOYAIOT ITOYC€YHBIC aHOMAaJIUHU (I(al(

CTPYKTYpHEI€, TaK ¥ (yHKUMOHANBHEIE) M B PEKAX CIydasxX CHHIPOM Maiiepa-




PoxuranckoroKiocrepa-Xaysepa (areHe3uss Marku, INEHKM M BepXHE dYacTH

BJIArajIvIa).




1)

2)

1)

JlaGopaTopHasi JHArHOCTHKA.
Iloncuer xonuyecTBa TPOMOOLUTOB.

KonuyecTBo TpoMGOLMTOB B MIIaIEHYECKOM BO3pacTe OOBIYHO KONIeGIeTcs
or 15 pgo 30%*10°/n. K mKomkHOMY BO3pacTy OGONBIIMHCTBO [€TEl HMEOT
HOpMaJllbHOE KOIMYECTBO. B OCHOBEe TpPOMOOLMTONEHUH IIEXKUT CHIDKEHHE
NPOAYKUMH TPOMOOLMTOB KOCTHRIM MO3rOM. IIpooykims TpoM6OIOSTHHA

COXpaHA€TCsA B HOPME U €r0 YPOBEHH B CBIBOPOTKE KPOBH CJIETKa ITOBBIIIEH.

Otmevaercs PC3KO€ CHMI)KECHHUE YHCJIa METaKapHOILIMTOB B KOCTHOM MO3re, a
TaK)X€ CHUIXKCHHUE arperanuu Tp0M6OI_[HTOB 1 BPEMCHH HUX XKHU3HU. 4 pana GONIBHEIX

OTME€YaI0TCS TPAH3UTOPHEIE JICUKEMOHUTHEIE PEaKIIHH.
MOHCKYJISIPHO-HHTOPCHCTH'ICCKKC U MOJIEKYIIAPHO-TCHETUYECKHE UCCIICIOBAHMUS.

C nensio unenTudukanuu 200 kb nememmu o6nactu 1921.1 npoBoxsaT aHanu3
ACNeLHH U TYIUIMKAIMK y4aCTKOB XpoMocoMEl. Hanmyre ee mocTaTodHo Ijis Toro,
4T00BI BepruUIMpoBaTh quarHo3 TAR-CHHIpOMa IIpH YCIOBHUM OTCYTCTBHS C ABYX

CTOPOH nyquoﬁ KOCTH X HAJIMIYHUEM MEPBOIO Iajiblia KHUCTEHMH.

Ho npu 3TOM OTCyTCTBHE HACHTHUKALKMH 3TOM JENeUH HEAOCTATOIHO, TG
CHATb nuarHo3. Ecnu nenenus He maeHTHOUIMpOBaHa, HEOOGXOMHMMO IPOBOLUTE
CCKBCHHPOBaHHE KOMUPYIOIUX W HEKOAUPYIOMKX obnacteit rena RBMSA ¢ nesnsio
BRIABIICHUS [IByX MAaTOreHHBIX BapuanToB RBMS8A rena mns mnoarsepxaeHus

JAAArHo3a Ui reHeTHYECKOIro KOHCYJIIbTUPOBAHHUA .

HHCprMeHTaJleaﬂ AHArHOCTHKA.

PentreHorpatus xocTeii Ipemedss ¥ KUCTH BEISBISET JIByCTOPOHHIOIO aIlIa3HIo
JTy49€BBIX KOCTEH, aHOMAJIUM JIOKTEBBIX KOCTEW (IByCTODOHHSS aruiasus - y 20%,
ONHOCTOPOHHSIA arnasus - y 10%, B oCTanbHEIX CIIydasx BEIABISIOT THIIOILIA3MIO),
TUIIOIIA3MIO KOCTeH 3allsCThsl, IMHPOKWI NPUBEACHHEINA NMEpBBIA Ialel KHCTH,

KIIAHONAKTHIIHIO IISATOIO IMaJIbIia.




2) OKI" u OxoKI' (mpoBoauTCs ANsA TOro, 9TOGEI YCTaHOBHUTh HAJIMYHME AHOMAJIUU

OPraHoB CEPAECYHO-COCYIUCTOM CHCTEMEI).




Huddepenuuansnas NHATrHOCTHKA.
1. Cunpnpom Xonra-Opama.

XapaxkrepusyeTcss ~ BPOXKACHHBIMH  TIOPOKAMH  pa3BHTHI BEPXHHUX
KOHEYHOCTEeH BapbHUPYIOLIMX OT M3MEHEHHOIO 1-0ro majblla KHMCTH (aruiasud,
TUIOILIA3Us WK TpeX(alaHTOBEIN) M TMITOILIA3MY WM aIlIa3kH JIyYeBOM KOCTH
no  ¢doxoMenuud  (OTCYTCTBHE  WIM  3HAYUTEIBHOE HEZIOpa3BUTHE

IPOKCHMAIILHOTO OTAENa KOHEYHOCTH).

IIpumepro B 85% ciydaeB 0GHapy>KUBAIOTCS BPOXAECHHEIE TIOPOKM CEPALA:
Haubolee YacTo BTOPUYHBIH Je(EeKT MEXIpeACEpTHON MeperopoiKy, AedeKT
MEXOKEITYTOYKOBOM IEPErOPOJKH, OCOOEHHO B MEIIIEYHOH YacTH. BO3MOXHEI

HapyIIeHHs IPOBOJSAIIEH CUCTEMEI CEpAIIa.
2. Cunpnpom PoGeprca.

XapakTepusyeTcs NpeHATaNBHOW 3ajiepkkoli pocta (oT cmabod o
TSDKeIOH), KpaHHO(auMaTbHBIMY HapyLIeHUsIME (BKIIOYas MHEKpOLEhaIuio u
pacmenmuHy ryOs wumm HebGa), IOpOKaMM KOHEYHOCTeH (BKIIIOYas
ABYCTODOHHIOIO ~ CHMMETPDHYHYI0  TeTpadOKOMEIMIO WM THIOMENHIO,
BBI3BaHHYIO ME30MEIMYECKOM KapiIMKOBOCTHIO). M3 CKelneTHBIX aHOMaImii
HaOJIONAIOTCS TaKKe ONUIOAAKTHIIMS C alliasvell WM THIIOIIIasHelt IIEPBOTO
Nanbla KHCTH, CHHIAKTHIINSA, KIMHONAKTWINS M CTHOarelbHas KOHTPaKTypa
JIOKTEBOTO M KOJIEHHOIO CycrtaBoB. KpaHmodamuanbHble MOPOKH BKIIOYAIOT
pacmenuHy ry6sl W/uu paciienuHy HeGa, BEICTYTAIONIYI0 BEPXHIOK ENIOCTb,
MUKPOTHATHIO, MUKpOOpaxunedanuio, IHIOMIA3HIO MaSpOB, TUIEPTEIOPH3M
mia3; SK30(TalbM KaK CHNEJCTBHE YMEHBIIEHHBIX pa3MEPOB [VIA3HMIL,
NIOMYTHCHHE DOTOBHIIBI, THIIOIUIA3Hsl KPHUILEB HOCA, KIIOBOBHAHEIM HOC,
Ne(OPMUPOBAHHEIE YINHEIE PAKOBMHEI, HHTEILICKTyalbHEIE HapyIlleHus Yy

OOJIEIIMHCTBA OOJIBHBIX.

3. AHeMusa ®aHKoOHH.




Xapakrepusyercs (GU3NYECKUMH OTKJIOHEHHSMH, MOPaXEHHEM KOCTHOTO
MO3ra W IIOBBIIIEHHBEIM PHUCKOM MAJWrHU3aluMH. DOU3WYeCKHue OTKIOHEHHS
OpUCYTCTBYIOT y 60-75% GonpHBIX. OHH BKIIFOYAlOT HU3KHM POCT, KOXKHYIO
NUTMEHTALUIO B IaXOBOM M IIOAMBIIIEYHEIX OONIACTAX, BPOXIEHHBIE IOPOKH
Pa3sBUTHA TMIEPBOIO Iajblla KUCTEH, IpeaIuieduit; 0QTaIbMOJIOTHYeCKHEe
U3MCHECHHS; BpOXICHHEIE IIODOKHM II0Y€K M MOYEBHIBOJSIIEIO TPAKTa;
BPOXXJICHHBEIE IIOPOKH CepAla; BPOXIEHHBIE ITOPOKU KEITYyAOYHOKHUIIEIHOTO
TpaKTa ¥ UEHTPaJIbHOM HEPBHOM CHCTEMBI; rumoroHagusM. IIporpeccupyromee
[IOpa)KeHKWEe KOCTHOIO MO3Ta C MaHIUTONEHHEeH OORIYHO HaOMIOAIOTCS B MIEPBOA

ACKaa€ XXU3HHU M YaCTO HAYUHAIOTCA C TpOM6OIIHTOHeHPIPI WM JICUKOIIEHHUH.




Jleuenne.

KoHcepBatuBHOe NeueHME.
1) TpaHcdy3um TpoMOOLUTAPHOM MaCCHL
Ho3a y nereii cocraBnser 10-15 mn/kr.

Y DNauuMeHTOB CO CTOHKOM TPOMOGOLMTONEHHEH W TreMOppardYeCKAMH
OCJIOXKHEHHAMM PEKOMEHAYETCS NPOBOAMTH TPAHCILIAHTAI[MIO I'€MOIIO3THYECKIX

CTBOJIOBBIX KIJIETOK.

2) Conenskromus. (YacTudHO 3(deKTHBHA ISl IeYEHHs] TPOMOOIUTONECHAH Y

JeTeit 6olee cTapIuero BOXpacra).
3) Ilanpentsl ¢ TpoMGOIMTONEHNEN OTBEYAIOT Ha JIEYEHHE SPUTPOIOITHHOM H

MHTepIeHkuHOM-6 . Ho Tskenble moGouHble 3G(EKTE NpUMEHEHHUS

MHTEpIICHKHMHA - 6 HE MO3BOILIIOT PEKOMEHAOBaTh TaKylo Tepamuio B 100%

CIIy4aeB).
Xupyprudeckoe JIe4deHHE.

Jledenne CkeneTHEIX aHOMamMif BKIIOYaeT B cebs  OPTONENUIECKYIO
PEKOHCTPYKTHBHYIO XHMPYPTHIO C IOCIEAYIOIMM I0A6OpOM OpTe3a W IpOTesa.
3aliACTbs  NaUMEHTOB  PEKOHCTPYMPYIOT M CTaGMIM3MPYIOT  MBILIEYHO-
CYXOXXKUIBHEIM KOMIUIEKCOM MJjisi TOIO, YTOOBl CKOPPEKTHPOBATh ITPOHALMIO

IpeAIUIeYbs.

Y nanuentoB ¢ TAR-CHHIPOMOM, NONyYMBIIHX OpPTONENMYECKOE JICUEHHE,
OTMEYaeTCA BO3BpallleHHe OOlNbIIel YacTH OOBIMHBIX IJBMKEHHH, C HEKOTODEIM
OTPaHWYEHUEM PasrMGaHVs 3alACThd M YIBHAPHOW JeBHAlUH. BEIpaeHHOCTH

(bYHKHHOHaJIBHOﬁ HCIOCTaTOYHOCTH KWCTH 3aBHCUT OT CTENEHHM JIBMXXCHUS

MaJIbIIEB.
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