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KJIMHAKO-IIMTOTEHETHYECKHE BAPHAHTBI CHHIPOMA HIEPEIIEBCKOIO-TEPHEPA

C.B I'onyGesa’, O.B Maabnena®, T.B.IToaskosa *
'Bure6ekuit 061acTHOM AMATHOCTHYECKUH LIEHTP ,
,
* Benopycckas MeMUMHCKAs aKaAeM1s TIOCIEIMTIOMHOTO 06pa3oBaHms

Briepebie CHHOpPOM T0JI0BOr0 WHQAHTHIN3MA, HU3KOPOCIOCTH U LIMPOKOH NaTepanbHON CKNAaKH Ha wee (meHbii
nrepuruym) onucanu B 1925 rony H.A Illepemesckuii 1 B 1938 romy X.Tepnep, koTopblii nan noapobHoe onucaHue
3TOro coctosHus. (1)

TepHep BbIZENHN y GONBHBIX 3THM 3a00JeBaHHEM OCHOBHYIO TpHaly NMPH3HAKOB, MOJYEPKHYB BBIPAKEHHOE HApy-
weHne GYHKUMH TOHal. B nanpHeillieM 3THOSOTMYECKH KIMHHYECKYIO KapTHHY CBS3allM ¢ KapHOTUIoM 45X (cuH-
IpOM MOHOCOMHMH X XPOMOCOMBI Y [CBOYEK), YTC I03BOJIMIIO OTHECTH CHHIAPOM K IPyNre XpOMOCOMHBIX GonesHeit. (2)
©)

BapuanT cungpoma ¢ KaprioThnom 45,X — camas JacTas, HO He eIMHCTBEHHAs LINTOreHeTHYecKast popMa cHHapoMa
TepHepa. [{utoreHetnueckn cuHApoM TepHepa MOApa3eNiiii HAa YHCIOBBIE H CTPYKTYPHBIE BAPHAHTHL K 4HMCIOBBIM
BapHaHTaM OTHOCsiTcss MOoHocomust 45,X v MozanumaM 46,XX/45,X. K cTpykTypHBIM XpOMOCOMHBIM MepecTpoikam
OTHECNH H30XpoMocoMy X; Jenelinio X XpOMOCOMBI; BCEBO3MOXHBIE TpaHcIoKalMu ¢ BosieueHreM X;X. (1) (2)

I'pynmy uccneqoBaHWsA COCTaBHIM 26 MaMEHTOK Pa3HBIX BO3PACTHBIX IPYIIL.C. MPeABAPUTENBHBIM KIHHUMECKUM
nuarto3om cuHapom TepHepa. LuToreHeTHYeKCKHE HCCIeJOBaHHS NPOBOMNKCE Ha Ga3e MeqUKO-reHEeTHYECKOM KOH-
cynbrauud BrreGekoro 001acTHOro IMarHoCTUYECKOro HEHTpA.

TTpy KJIMHHYECKOM H LIUTOTEHETHYECKOM aHallnze 26 ciydaeB cHuIpoMa TepHepa ObIiM BbIABIACHBI 0GLHOCTD U
paznnunsa ¢eHOTHIa, IMTOTeHeTHYeCKHEe BapuaHThl JaHHoOro 3aboneBanus. ¥V 54 % naumenTok cuHapoM TepHepa BbI-
ABJIeH B myOepTaTHOM niepyiose ux skusHu (12 — 17 net), obpaTnBiiixcs 3a MeJHUIMHCKON MOMOIIEBIO B CBSI3M C aMeHO-
peeii u (WIH) 3afepkKoit MonoBoro pa3BUTHs; y 27% B3pocisrx xeHIHH (18 = 29 jeT), 06cnen0BaHHBIX B CBS3U ¢ aMe-
HOpeel W HapylIeHHeM penpomyKTHBHOH ¢yHKUMH; ¥ 15% neBouek = B meTckoM Bo3pacte (3 — 11 net), obcnenoBan-
HBIX [0 MOBOZAY 3a/lepKKH (hH3HUECKOTO Pa3BUTHS M (WITH) BPOKAECHHBIX 0COOEHHOCTeM pa3BuTHs; B 4% cilydaeB y HO-
BOPOXAEHHBIX A€BOUEK, 00CIel0BaHHBIX B CBA3HM C HaluuveM JMMooTeka U (WIH) BpOXOEeHHBIX ocobeHHOCTel pas-
BHTHSL.

[pn uptoreHeTHueckoM obcnenoBaHud y 58% malMeHTOK ompenesieHa MOHOCOMHA X XpPOMOCOMBI, KapHOTHN —
45,X; v 8% maumeHTOK ~ MO3aWdHbIi BapuaHT, Kapuotun — 45,X/46,XX; menmeuns X XpoMocoMBI BelsiBlieHa B 11%
ciy4aeR, BapHaHThl kaproTnna — 46,XX,del(X); 45,X/46,X,r(X)(p); y 23% GonbHbIX HaiineHa H30XxpoMocoMa X, BapH-
aHTh kaproTtuna: 46,X,idic(X); 46,X,psu idic(X);45,X/46,X psu.idic(X).

OGIHOCTE U BapnabeNbHOCTh KIIMHAYECKHMX NIPOSABJIEHHH MPEACTABICHBI B TaOHLIE.

TIPU3HAK KOJIWUYECTBO ITAITMEHTOB U3 26
TlonoBoit MHpaHTHIN3M 25

Huzkopocnocts 23

1lleitnas ckmanka, KOpOTKas 1Ies, 20

Huskuit poct Bonoc Ha 1iee

CHWXeHHE HHTEIIEKTa 2

ITpeHatansHas THNONTA3MS 4 — na, 16 — HeT, 6 — HEN3BECTHO
JiumdooTex 2 —~ 1a, 24 — HeW3BECTHO
CyX0CTb KOXH, LIeTylICHHE, 10

THIEpIMrMEHTaLHs

JInLeBble 0CODEHHOCTH: aHTUMOHTOJIOU IHBIH 11

paspes rias, nTo3, AMMUKaHT, IIOCKOE MEPeHOCheE,
roTuyeckoe Hebo

IInpokas rpyaHas KieTKa 11

HrncmopduuHble YLIHBIE pAKOBHHbI 9

IInpokHe KNCTH, YKOPOUEHHE METOKapIaIbHBIX 4

Kocre#t

Cocynuncteie kpuzsl, BIIC 9 (u3 Hux 3 BIIC)
T'uapoHedpos* 1

Mangle ckeneTHrIe aHOMaJTHH 2

CHIKEHHE OCTPOTHI 3peHMs (MHOTIHS) 2 (He ceMeliHbIl MPHU3HAaK)
CHuxkeHHe oCTpOTEI CllyXa 1 (He ceMelHBIN NMPHU3HaK)
AyTtouMmMmyHHble 3aboneBaHus (THPEOHINT) 1
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*BOHBLUHHCTBy NAlMCHTOB HE NMPOBOANJIOCH ACTAIBHOE obcrenoBaHue Movek.

Knaccuyeckas Tpuaga NMpH3HakoB (IojioBod MH(aHTUIIN3M, HH3KOPOCHOCTh, MIMPOKas NaTepalibHas CKJIanKa Ha
1ee) npucyTcTBoBana y 77% (20 namuenTok). B 23% cmyyaeB (6 nauueHTOK) ¢ MOATBePXKACHHBIM LUTOTCHETHYECKH
cuHapomoM TepHepa KIMHMYECKas KapTHHa HE COOTBETCTBOBANA KJIaCCUYECKOMH, IMTOrEHETHYECKH 3TO OBLIH Cleqyto-
1I[ie BapUaHTbI: 0fHa MoHocoMust X, aABe aeneuuy X U Tpu n3oxpoMocoMsl X. B 4% cnyuaes (1 mauueHTKa) ¢ uMrore-
HETHYEeCKMM BApHaHTOM CHHIApOMa M30Xpomacoma X MpPHCYTCTBOBAMN BTOPHYHbIE MOJIOBBIE MPH3HAKH M M3MEHEHHas
MeHCTpyanbHast pyHkuMsA. B 8% cmyuaeB (2 mauveHTKH) ¢ UMTOreHETUYECKMM BapUaHTOM H30XpoMocoMa X nosoBo#
MHGAaHTHIN3M OB BhIpaXKEH HE APKO, U MPUCYTCTBOBAJA Pe3KO M3MEHEHHas MeHCTpyanbHas $yHkims. Huskopocio-
CTH He 65110 'y 12% oGcnenyeMbIx (3 MalUeHTKH) ¢ LIMTOreHeTHYECKHMH BapHaHTaMH: Ba CIIy4as H30XpoMocoMbl X 1
onuH — aeneups X. KpbUloBHAHONH KOpOTKOIA 1eu He Obl1o B 23% ciyyaes (6 MauueHTOK) C IIMTOreHETHYECKUMH Ba-
pHaHTaMH: OfHa MOHOCOMHS X, ABe AeneuuH X U TpH H30XpOMOCOMBL X.

Takum o6pa3oM, MpOBEJCHHLIM aHAN3 AEMOHCTPHUpPYET . BapHabelbHOCTh B (eHoTHNe cHHOpoMa TepHepa. He
CMOTpS Ha TO, 4TO KJacCH4ecKasd KapTHWHa JOCTaTO4HO OYEBHIHA, y HacTH MalMeHTOB He ObIBAeT MOJIHOTO KjaccHye-
ckoro ¢eHoruna. [To aHanu3y 26 cinydaeB cuHapoMa TepHepa (eHOTHII, BBIXONAUIMH 32 PaMKH KJIACCHYECKOTO, Kak
NpaBUJIO, COOTBETCTBOBAN OoNee peIKMM LIMTOTEHETHHECKHM BapHaHTaM: JeNeliys X, H3oXxpoMacoma X.

Pacmmpenne pamok KilaccH4ecKoro (heHOTHIIa TI03BOJIMT B Gosiee paHHEM BO3pacTe BHIABIATE CHHAPOM TepHepa u,
B CBOIO O4epe/ip BOBPEMs Ha3HauaTh 3aMECTHTENBHYIO TOPMOHAJIBHYIO Tepanuio (1016 net aHaGonuueckyie CTepoHIb ¢
HeBbI0 KOPPEKLHH PocTa, a Mocie 16 neT 3CTPOreHsl, 3aTeM I'eCTOTeHbl C LENbI0 YIy4IleHHss COMaTHYECKOr0 COCTOs-
HUs, CHIKEHUs] PUCKaA OCJIOXKHEHHH, YITy4ILIeHUs] ICHXO3MOLIOHANILHOIO CTaTyca M ¢ KOCMETHYECKOi LieNbio). PaHHss
JWarHocTUKa 3aboseBaHHs M Ha3HaYeHUE KOPpErupyrolleil Tepaiy B 3HaYNTENBHON CTENMEHH MOBBICAT Ka4eCTBO XU3-
HM MalMeHTOK 1 IOMOXET UM B COLMAEHON afarnTaliiu.
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