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Cungpom LLlepeluesckoro —
TepHepa

XPOMOCOMHasi 00S1e3Hb,
CONpOBOXaatoLLasACS
XapaKkTepPHbIMN aHOMaNUSMN
don3nyeckoro pasBuTuS,
HM3KOPOCITOCTbIO U MOMOBbLIM
MHPAHTUNTU3MOM.




HacToTa BCTpe4yaeMoCTH

« YacToTa BCTpevyaeMoCTH
cuHgpoma LepelueBckoro-
TepHepa cpeaun XeHLnH
paBHa 1: 3000, a npu pocTe
B3POCSIbIX XXeHLNH 130-145 cm
9Ta YyacToTa BO3pacTaEeT a0
1:14.
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MCTOPUA.

* BriepBble 9Ta 60re3Hb Kak HacneacTBeHHas obina
onucaHa B 1925 . H. A. LLlepelueBCcKnUM, KOTOPLIN cHUTan,
4YTO OHa obycrioBrieHa HegopPa3BUTUEM MOSIOBbLIX XKENE3 U
nepegHen oonu runogusa n coyeTaeTcs ¢ BpOXAEHHbIMU
nopoKamm BHYTpeHHero passutud. B 1938 r. TepHep
BblOENWST XapaKTepHY 419 3TOro CMMMNTOMOKOMIMIeKca
Tpuagy CUMMMTOMOB: NMOSIOBOU MHAPAHTUITN3M, KOXKHbIE
KPbINTOBUOHbIE CKNaaKn Ha BOKOBbLIX NMOBEPXHOCTSIX LLEU U
oedpopmaumio NokTeBbIX cyctaBoB. B Poccum atoT
CUHOPOM NPUHSATO Ha3biBaTb cMHAPOMOM LLepelueBckoro
— TépHepa. 3Tnonormsa 3aboneBaHnsa (MOHOCOMMUS MO X-
XpomMocome) bbina packpbita Y. opgom B 1959 T,



[laToreHes

« B ocHOBe 3aboneBaHns NexuT
aHoMarnus rnosioBbIX XpPOMOCOM, YTO
CBOIO ovepeab NpUBOAMUT K
BPOXOEHHOM aHOMasiMm NosioBOU
andodepeHUNPOBKN, a HEPEOKO U K
PasfMYHbIM COMaTUYECKUM
aHomanusam. BmecTto npucyLmx
XX€HCKOMY opraHmnamy XX-nosmoBsbIx
XPOMOCOM 4allie BCEro UMeeTcs
NULb ogHa X-xpomMmocoma. JTo
NpOnUCXoauT BCeACTBUE NOTEPU
BTOPOW NOSIOBOU XPOMOCOMbI B
npouecce menosa. B ceasn ¢ atum
BO3HWKAET HEMOJTHbIN XPOMOCOMHbI
Habop (kapuoTtun 45X). OgHako npwu
9TOM 3aboneBaHnn MoOryT ObITb
pasfnn4yHble BapuaHTbl MO3anumama:
45X/ 46 XX, 45X/46XY, 45X/47 XXX U

ap.




OCHOBHbIe cBegeHus. ..

YETKOM CBA3N BO3HMKHOBEHNSA CMHAPOMa TEépHepa C BO3pacToOM U KakuMn-nnbo 3abonesaHnaMm poguTtenemn He
BbisiBNieHo. OgHako 6epeMeHHOCTM 0BbIYHO OCINOXHSOTCA TOKCMKO30M, YrpO30M BblKMAbILLA, a poAbl YacTo ObiBatoT
npexaeBpeMeHHbIMY 1 naTonornyeckumm. OcobeHHoCT BepeMeHHOCTEN 1 POAOB, 3aKaHYNBAIOLLNXCH POXOEHNEM
pebéHka c cuHapomom TépHepa, — crneacTeme XpOMOCOMHOW natonornm nnoga. HapyweHme dopmmpoBaHns
NonoBbIX Xenéa npu cnHapome TépHepa 0b6ycnoBneHO OTCYTCTBMEM UMW CTPYKTYPHbIMU AedhekTaMu O4HOM
NoSIOBOM XPOMOCOMbI (X-XPOMOCOMBbI).

Y aMbpuroHa nepBUYHbIE NOMOBbIE KIETKM 3aKNnagblBaloTCs NOYTU B HOPMarbHOM KONMYECTBe, HO BO BTOPOM
nonosuHe 6epeMeHHOCTN NPOUCXoANT uX BbiCTpas NHBOMOUMS (0BpaTHOE pasBUTUE), U K MOMEHTY POXAEHUS
pebéHka KonnyecTso POSINMKYNOB B ANYHUKE MO CPABHEHMIO C HOPMOW PE3KO YMEHbLLEHO NN OHU MOTHOCTLIO
OTCYTCTBYIOT. OTO NPUBOAMT K BblPa>KEHHON HELOCTaTOYHOCTU KEHCKUX MOMOBbLIX FOPMOHOB, MNOSTIOBOMY
HeaopasBUTUIO, Y BonbLUMHCTBA BOMbHBIX — K MEPBUYHOM ameHopee (OTCYTCTBUIO MEHCTPYaumin) u becnnogutio.
Bo3HMKLINE XPOMOCOMHbBIE HapYLLEHUS SBNAIOTCHA NPUYMHON BO3HUKHOBEHNS MOPOKOB pa3BuTnA. Bo3amMoxXHO Takxe,
YTO COMYTCTBYIOLLME ayTOCOMHbIE MyTaLUKN UrpatoT onpeaenéHHyro porb B NOSIBNIEHNN NOPOKOB pasBUTUS,
MOCKOJTbKY CYLLIECTBYHOT COCTOSIHUS, CXOAHbIE C CMHAPOMOM TEpHepa, Ho 6e3 BUANMOM XPOMOCOMHOM NaTonorum un
NOMnoBOro HeJopPas3BUTUS.

Mpn cnHgpome TépHepa nonosble xenesbl 06bIYHO NpeacTaBnsaT cobon HeanddepeHUMpPOBaHHbIE
COeVMHUTENbHOTKaHHbIE THXN, HE CoAepXKalLlme areMeHTOB roHa. Pexe BCTpeyatoTcs pyaAMMEHTbl AUYHUKOB U
3MNeMeHTbl AnYeK, a Takke pyaAMMeHTbl CeMSBBIHOCALLEro NpoToka. [pyrne natonornyeckme AaHHble
COOTBETCTBYHOT OCOBEHHOCTAM KITMHMYECKNX NposiBneHnin. Hanbonee BaxHbl M3MEHEHWST KOCTHO-CYCTaBHOM
CUCTEMbI — YKOPOY€EHME NACTHBIX U MIIIOCHEBBLIX KOCTEN, annasns (oTcyTcTeue) pbanaHr nansues, gecdopmMmauns
ny4e3anscTHOro cycraBsa, OCTeonopo3 NO3BOHKOB. PeHTreHonornyeckn npy cuHapome TépHepa TypeLukoe Ceano u
KOCTW cBOAa Yyepena 00bIYHO He n3MeHeHbl. OTMevatoTCa NOPOKM cepaua M KpymnHbIX COCYa0B (KoapKTaumnsa aopThbl,
HesapalleHne BoTannoBa NPOTOKa, He3apalleHe MEXOKENYA0YKOBOW NePEeropoku, CyXXeHue yCTbs aopThl),
NOPOKM pa3BUTUA noyek. MNposBnaTCca peueccnBHbIE reHbl ansTOHU3Ma U Apyrux 3abonesaHui.



KnnHuka
MmeeTca 3 rpynnbl OTKIMOHEHUIA

* TMNOroHaaM3m (NOfOBOM MHAAHTUNN3M) BbISIBNISIETCS B NybepTaTHOM
nepuoae, ameHopes B 96%, becnnogue - bonee 96-99%.

* BpPOXOEHHbIE COMAaTU4YECKUE NMOPOKN PaA3BUTUA:

- aHOManum Mo4yeBoW CUCTEMBI (I'IOLI,KOBOO6p83HaFI NOYKa, yaBOEHUE MNMOYEK
n

MOYeBbIBOOALLNX NyTEN) - 43-60%
- YMCTBEHHaga OTCTanocCTb - 18-50%
- aHOManuu cepaedHo-cocygmctom cuctemol (BINP - koapkTauus) - 43%
- HapyLweHue cnyxa - 40-53%
- HApyLwleHue 3peHuns - 22%

* HU3KUWN POCT, MPU 3TOM: KOPOTKOE TynoBuULLEe - 97%, KOpoTKas wwes - 71%,

KpblSTOBNOHAA CKnagka Ha wee (NTepuruym) - 53%, HU3KNU POCT BOJIOC Ha
3aTtbinke - 73%.



dunsnyeckoe pasBuTue.

OTctaBaHue B0sbHbIX C cMHAPOMOM TéEépHepa B hn3n4ecKkom
Pa3BUTUN 3aMETHO YXKe C poxaeHus. NpumepHo y 15 % BOrbHbIX
3agepxka HabnogaeTcs B nepmo nosioBoro cospeBanusa. Ang
OOHOLLEHHLIX HOBOPOXOEHHbLIX XapakTepHa Manas anvHa (42—48
CM) U Macca Tena (2500—2800 r ¥ MeHee). XapaKkTepHbIMHA
Npu3Hakamu cuHgpoma TEpHepa Npu poXxaeHNN ABNAKTCS N30bITOK
KOXW Ha Wee 1 apyrne nopokn pasBntus, 0COBEHHO KOCTHO-
CyCTaBHON N CepaevyHOCOCYQNCTON CUCTEM, «JTNLIO COUHKCa»,
numdocTas (3acton NIMM@bI, KNMHUYECKN NPOSABIIAILLMNCS
KPYMNHbIMM OTEKaMK). [N HOBOPOXOEHHOIO XapakTepHbI obLiee
6ecrnokoncTBO, HapyLLeHNe cocaTenbHOro pedrekca, cpbirmBaHne
doHTaHoOM, pBOTa. B paHHEM Bo3pacTe y YacTn 6ONbHbIX OTMEYatoT
3aepP>KKYy NCUXMYECKOro 1 pe4yeBoro pasBmnTus, YTO CBUOETENLCTBYET
O NaTonorum pa3BnTUsa HEpPBHOM cUCTEMbI. Hanbonee xapakTepHbIM
NPU3HAKOM ABMSIETCA HU3KOPOCNOCTb. POCT BOMbHbLIX HE NPEBbLILLAET
135—145 cMm, macca Tena 4acTto u3bbIToYHa.



[lonoBoe pasBuTue.

« [lonoBoe HegopasBUTUE NPU cMHApPoMe TepHepa oTNnYaeTcs
onpenenénHbiM cBoeobpasnem. Hepeakmumm npusHakamn SBnAKOTCS
repogepmMust (natonornyeckasa atpodmsa KoXxn, HanoMuHarLLas
CTapyecKyto) 1 MOLLOHKOODpa3sHbI BUA OOMbLLUNX NOMOBLIX Iy,
BblCOKas NPOMEXHOCTb, Helopa3BMUTUE MarbiX NOMOBbIX ryo,
OEBCTBEHHOW NIEBbI U KNUTOPA, BOPOHKOOBpa3HbIN BXO, BO
Bnaranuue. Mono4Hble xenesbl y 60nbLUMHCTBA OOSbHbIX HE
pa3BUTbl, COCKM HN3KO pacnonoXxeHbl. BTopnyHoe oBonoceHne
NosIBNSIETCS CNOHTaHHO U BbiBaeT ckyaHbIM. MaTka HegopassuTa.
[TonoBble Xeneabl HE Pa3BuUTbl U NpeacTaBeHbl 0ObIYHO
coeauHUTENbHOM TKaHblo. [pn cnHgpome TEpHepa oTMeYaeTcd
CKITOHHOCTb K MOBbLILLIEHUIO apTepmanbHOro AaBneHus y nuy
MOJI040ro Bo3pacTta 1 K OKUPEHUIO C HAPYLLUEHNEM NUTAHUSA TKAHEN.



NHTenekxT.

NHTennekT y 6onblunHcTBa 6ONLHbLIX C CMHOAPOMOM TEpPHEpa
NpaKTUYEeCKU COXPaHEH, O4HAKO YacToTa OnmMropeHnn BCE Xe
Bbllle. B ncuxmnyeckom ctatyce 60NbHbIX C CMHOPOMOM TEpHeEpa
rMaBHYIO POnb UrpaeT cBoeobpasHbI NCUXUYECKNNA MHADAHTUITNEM C
andopmen npu xopoLuen npakTM4eCckon NpMcnocobnsieMmocTu 1
coumnanbHOM aganTtaLuu.

[narHo3 cuHgpoma TepHepa OCHOBLIBAETCHA HA XapaKTePHbIX
KIMMHUYECKMX OCODEHHOCTSIX, onpeaerieHnn norioBoro XxpomMmaTuHa
(BellecTBa KNETOYHOro sapa) u nccregoBaHum Kapmotumna
(XpoMmocomHoro Habopa).

OunddpepeHumnanbHbIM AnarHo3 NpoBoAUTCA C HAHU3MOM
(KapNUKOBOCTbLIO), ANA UCKHOYEHNS KOTOPOro NpoBOANTCSH
onpenerieHne cogepxaHms ropMOHOB rmnodusa B KPoBu, 0COHBEHHO
roHagoTPONUHOB.



 [lonoBble Xenesbl He Pa3BUTbI U
npeacTtaBieHbl 0ObIYHO
COEANHUTENbHOW TKaHbIO YTO
npmBoauT K becnnogHocTu

e OTcTaBaHue n gedekTbl
dOU3NYECKOro pasBUTUS:

* POCT ManeHbKnmn
e MalieHbKaga HUXKHASA YEentoCTb
* OTTOMbIPEHHbIE YLIN

* WNPOKad rpygHasd Krietka C
Aarieko pacCrtaBJi€EHHbIMIA
COCKaMi

* COCKU BTAHYTDI

* 4aCTO UCKPUBIIEHWNE PYK B
06nacTy NOKTEBbLIX CYCTaBOB

* BbllYyKJible HOI'TN Ha KOPOTKNX
naribuax pyk.

Pucynok 16. Bonbvxaa 13 ner. Cungpom Ille-
pewesckoro-TepHepa. Hu3kuu pocr, orcyr-
CTBME BTOPUYHBIX MONOBBLIX MPUIHAKOB



MeToabl ANarHOCTUKU

onpegeneHnn NonoBoro
XpOMaTuHa (BeLLeCcTBa KNETOYHOIo
aapa) — HabngaeTcs ero
OTCYyTCTBUE

nccnegoBaHMM KapnoTtumna
(XpomMocoMHOro Habopa) - 45X0;
45X0/46XX; 45,X/46,XY; 46,X iso (Xq)
B KpoBUM CHMXXEHO KONMMYECTBO
9CTPOreHoB, HO NOBbILLEHO
KOSIM4EeCTBO FOPMOHOB rmnodunaa,
0CoDeHHO (honnUTponunHa

[1pn ynbTpasBykoBOM
nccrnenoBaHmMM He HaxooaT
ANYHMKOB, MaTKa Heopa3BuTa

[1pn pEHTrEHOBCKOM
obcnengoBaHUM HaXoaAT
OCTEeOonopo3 (paspexeHne KOCTHOM
TKaHW) N pasnnyHbie aHoManmu
Pa3BUTUA KOCTHOIO cKeneta




JleyeHne

Ha nepBom aTane Tepanusi 3akniyaeTcs B CTUMYNALUMK pocTa Tena aHabonnyecknmm
cTepovgamu U gpyrmmm aHabonuyeckumu npenapartamu. JledeHmne cnegyet
NPOBOANTL MUHUMabHbIMN 3 (EKTUBHBIMN 03aMX aHAbONMNYeCKNUX CTepPONI0B C
nepepbiBaMn NpuU perynsipHOM rMHEKONOrM4eckoM KOHTpore. [1laBHbIM BUOOM
Tepanum B0sbHbIX ABNAETCA 3CTPOreHn3auuns (HasHadyeHmne XXEHCKMX NOST0BbIX
FOPMOHOB), KOTOPYIO CcriegyeT npoBoanTb ¢ 14—16 neTt. JleyeHne npuBoaunT K
deMnHN3aLnmn TeNOCNOXEHNS, Pa3BUTUIO XKEHCKMUX BTOPUYHbLIX MOMOBbIX NPU3HAKOB,
ynyJiaet TpodouKy (MMTaHMeE) NOSOBbIX MyTeW, yMeHbLUAET MOBbILLIEHHYK aKTUBHOCTb
rmnotanamo-runodusapHon cuctemsol. JledeHue crnegyet NnpoBOAUTL B TEYEHME BCErO
OEeTopoadHOoro Bo3pacTta OOSbHbIX.

Ecnn ¢ noMoLLbo ropMOHansLHOM Tepanum yaaeTcs BblpaCTUTb 40 HOPMasibHbIX
pasmMepoB MaTKy, TO 0epeMEHHOCTb Y Taknx BOMNbHLIX BO3MOXHa ¢ nomoLubio KO ¢
OOHOPCKOW anuekneTkon. Cny4vau, rge CoOXpaHUnnucb CBOUN ANLIEKNETKU, €ANHUYHDI,

B nocnegHee BpemMsi Ansi yBennyeHusi nokasaTenen okoH4YaTenbHOro pocra
NpoBOAUTCS TepanuUsi COMaTOTPONMUHOM.



OCHOBHbIe 3Tanbl nNe4vyeHuns.

* [lpumeHaeTCca ropMoH pocTa (CoMaToTPONMUH
YyenoBekKa)

 [locne gocTmkeHnsa Bo3pacta 12-13 ner
Ha4YMHaKT 3aMeCTUTENBbHYIO Tepanuio
9CTporeHamu

* [lopokn apyrnx opraHoB N CUCTEM, OCODEHHO
cepaevyHO-CoCyaNCTon YacTo TpebytoT
XUPYPrnYeCcKoro neyeHus

* [lcuxoTtepanung



[lpeHaTanbHaa AnarHocTuKa

Y3W — Hann4ne nopokoB
pPa3BUTUSA

XopuoHbuoncua  9-11
Heaensa - XPOMOCOMHbIN
aHanus

AMHMOLEHTES 15-17
Heaensa - XPOMOCOMHbIN
aHanus

KopaoueHTes 18-22
Heaensa - XPOMOCOMHbIN
aHanus




[1porHoa

* [1pOrHos ansg XnsHu npu
cuHgpome TepHepa
BrnaronpuaTHbIN,
NCKINOYEHNE COCTaBNAOT
OornbHbIE C TAXENbIMU
BPOXXOEHHbIMWN NOPOKaMMU
cepaua u KpynHbIX coOcyaoB u
no4yeYyHoOU rmnepTeH3nen. e NI
JleyeHune XXeHCKuMH Bl e sgedes
NONOBbIMMN FTOPMOHaMM
nenaet 6onbHbIX
CMOCOOHbLIMU K CEMENHOM
YXNU3HW, 0oAQHaKo abconoTHoe
OONbLUMHCTBO U3 HUX
ocTarTca becnnogHbIMMW.




