


KJTACCUPUKALIUS

1. SHAOreHHbIe (Hac/IeACTBeHHbIe)
2. DK30T€HHbIe (TepaToreHHkbIe)

1. XpOMOCOMHbI€e ( B OCHOBHOM XPOMOCOMHBbIE
aHOMaJINHU) 0OJIe3HU

2. [enHbIe MYTalllH1 HA YPOBHE 1 MJIX HECKOJ/IbBKHUX I'€CHOB

3. MynsTrdakTopHbIE



XPOMOCOMHBEIE:

bonee 500.

Bcero y yenoBeka 46 XxpoMocowm, 23 Tapa — MOJIOBbIe
XPOMOCOMBI. 46 XY — MaJIbB4UK

46XX — 1eBOYKa

Camoe pacmpocTpaHeHHOe 3aboieBaHUe — 00/e3Hb
JlayHa — TUTTMYHASI XpPOMOCOMHasl ab6epaiivst — 47
XpOMOCOM, T.e. TPUCOMHMSI IO 21 XpoMocoMe. Yariie
O00/IEI0T MAaJTBYMKH.






bosnesns /layHa

. IJIOCKHUH 3aThLJIOK

. IIUPOKAA U HHU3Kas
nres

. OTTOIIbIPEHHbBIE
YIIKHY, TepopMaIius
yLIemn




bonesHs /layHa

7. MAKPOTJIOCCHS — YBe/TUYE€HHBIH SI3BIK HE TIOMellaeTCs

BO PTY

3. KOPOTKME U LMIUPOKHUE IMaJblbl, CHUMIITOM
CaHJAIeBUIHOM IIIeJTH T.e. OO/IbIIIOe PACCTOSTHHE
MEX/Y 1 ¥ 2 Na/IbLIAMU

9. IETH MaJIOTO POCTa (45-47 M)

10. TOPOKH Pa3BUTHS BHYTPEHHUX OPraHOB (ITOPOKU
cepzla, IMOYeK, 12-NePCTHON KUIIKU U IPYyIUX
BHYTPEHHHX OPraHOB).



bosnesHs /layHa

B mocnenpyroiiem pa3sBuTHe — OTCTAaBaHUE
PUBHUUECKOTO ¥ YMCTBEHHOTO PA3BUTHUS: OXKHPEHHE,
KOCOTJIa3ue, TUIIOTOHWS MBIIIIIL, YacTO OoJIetoIIye
neTu: UMMYHOAepUITUTHBIE COCTOSTHUS —
YYBCTBHUTEIbHBI K PA3TMYHBIM HeOJITaTONPUSI THBIM
daKTOpaM BHeIIHEH cpebl (OCTpbhie IeMKO3HI,
IIPOCTYAHbIe 3a00/IeBaHUs).



bosnesHs /layHa

[TpogomKUTEe TBHOCTD YKU3HHU:
20-30% morubarT Ha TepPBOM TO/Ty YKH3HU.
50% - B mepBbIe 5 jieT (onmurodppeHys)
2-6% I0XKUBAIOT ZI0 50 JIeT.
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clLerUIeHHsbIe ¢ rmoaoMm (¢ X
3POMOCOMOIA )

Y xpoMocomMa reHeTHYeCcKU HHEPTHA, Oone3Helr
CLIeTIJICHHBIX C Y XPOMOCOMOM HeT.

OTO IeBOYKH C TUIIMYHOM TUCTUHEe3Uel roHal
(SMIHUKH) 45 X XPOMOCOM.

[Tpu poxxaennn: TuMdaTHIECKUI OTEK CTOTI, To/IeHeH,
CJIOHOBOCTb, MaJICHbKUH POCT.



Cunapow lllepenieBckoro-TepHepa

Korga geBoyka pa3BUBaeTCs:
OTcTaBaHue B POCTe 140-150 CM
Mono4Hble Xene3bl TUNON/IaCTUYHBI
OBoJioceHHe peaKoe
Hapy>xHble 11o/10Bble OPraHbl MO XEHCKOMY TUITY.
['mmonazust 6O/IBIINX ITOIOBBIX I'y0

MaTka HeZlopa3BUTa — T'MINOIUIACTUYHAS UIU
OTCYTCTBYeT



Cunapow lllepenieBckoro-TepHepa

BMmecTo sM4yHMKa - coeAMHHUTE/IbHAaAd TKAHDb

MeHcTpyaiiiu HeT. MoKeT OBITh
MeHCTPYya/IbHOTIOZ00HOe KPOBOTeYeHHE

PernipomyktrBHast QyHKIIVS: HEU3IeYNMOe OeCIIofue.
YMCTBEHHOE Pa3BUTHE YaCTO He CTPaJaeT.

[lcrxmka: caMmoyBepeHHOCTh, CaMOBJTIO0/IEHHOCTD,
aripopusl.



Cunapow lllepenieBckoro-TepHepa

deHOTHUIINUECKHE A0
PU3HAKH: .
AHTHUMOHTOJIOUIHBIN o
paspes I/1a3

llepopmartius yiei
BriazeHue rpyauHbl

YKopoueHue 4 MSACTHOU
KOCTH

Oob6uare MIUIMEeHTHBIX
IsITeHd Ha Ko)Ke

KpbUtoBUAHBIE CKJIAAKHA
Ha liIee







Cunapow lllepenieBckoro-TepHepa

JledyeHnue:

Il s yBeTU4eHUsI pOCTa: aHAOO/TMYeCKHe CTEPOUIBI —
MEeTWIaHAOCTEHINOJI, TAPEOUIUH

MeCTHO: AUSTHJICTIILOICTPOI0BAs Mash (/151 pocTa
MOJIOYHBIX JKeJie3)

JcTporeHsl: DD u [’ — A1 MeHCTpyaluu
[lcuxorepanus

PeKOHCTPYKTHBHAsS XUPYyPrus (MIOPpOKYU BHYTPEHHUX
OpraHOB)



Cunapom Knatindgenbrepa

Manpuuku. 1O AUCI'MHE3NA CEMEHHDBIX KaHa/IbLIEB.

Kapuorumn: 47, XXY - ogHa 1iuIHAsA X XpOMOCOMa,
MOXXET OBITh HECKOJIBKO JIMIIHUX XPOMOCOM (710 5) - 48
XXY, 40XXXY. Uem Gosbirre X XpoOMOCOM, TeM OOJIbIIIe

YMCTB€HHAs OTCTA/IOCTh.



Cunapom Knatindgenbrepa

/lMarHoCTHKa:

[Tpu poxxaeHnn HUYero ocooeHHoro. [lepsast xxanoba
— y Bcex pacTteT 60po/ia, a y HETO PaCTyT MOJIOYHbIE
KeJie3bl. YCbI PACTYT.



® OBoJioCceHue o
YKEHCKOMY THITY,
MTOIOBbIE€ OPTaHbI I10
MY>KCKOMY THITY.

® IlonoBoiu uneH
HOPMaJIbHBIX Pa3MepOB,
HO CHIDKeHa IMOTeHIIUS,
PAaHO Pa3BUBAETCA
MMITIOTEeHLIUSI.




Cunapom Knatindgenbrepa

B amuykax Pa3BHUBA€TCSA 'Md/IMHO3 CEMCHHDbBIX
KaHaJIbL€B, CIIEPMATOIeHE3d HET, OHHA 6€CHJIO,ZLHI)I.

Cpenu Bcex 6eCIIONHBIX MY>KIHUH — 11% ¢ CHHAPOMOM
Katinpenbrepa.

B 12 neT u crapiie y 60% pa3BuBaeTCsi THHEKOMACTHS —
TOSIB/ISIFOTCS MOJIOYHBIE YXeJIe3bl.



Cunapom Knatindgenbrepa

Jleuenue:
becruionne HenU3/1€4YMMO
AHIpOTeHbI /ISl yBeTUYeHHUS OTeHIINH (aHAPpHOIT)

MammortacTvKa (ymaseHre MOJTOYHBIX JKejies).



CUHAPOM TPHCOMUH.

/1eBOYKHU — 47 XpOMOCOM — OJHA TULIHSISI XPOMOCOMA U
70 5 IMIIHUX X XPOMOCOM. YMCTBEHHAs1 OTCTA/IOCTh,
TUATI0- UJIA aMeHOopPesi, MOJIOYHbIe YKeJle3bl
TUMOTUIaCTUYHBI, CHIDKeHA QYHKIIHS IMYHUKOB,
COMaTUYeCKHUX aHOMAJ/IMX HET,, TOBBILIEeHHAS
3POTHUYHOCTH, OPOASHKHUIECTBO, HAPKOMaHUS,
paHHUU KIMMaKc. MoryT poxkars, HO'y 50% - 60/1e3Hb

ayHa.






[enHble 3abonesaHus.

MoHoreHHbIe MyTallu Ha pOHe 1 reHa —
IIATOJIOTUYECKUH I'eH SABISIeTCA 0OMUHAHMHbIM
(y omHoTrO pomuTens — 50%, y 060omx — 100%)

ITO:

CaxapHbIii JruadeT
OTockepos
AXOHAPOMIa3Us
BpoXaeHHbIN NTO3.

3aboJjieBaHMe TTPOC/IEKHUBAETCSA B KAXKIOM
TTOKOJIEHHU.



[enHble 3abonesaHus.

Ha xaxom-To nokosiennu (peueccueHno Hacaemyetcs)%%o:
30 peHus
oTUroppeHmsi
runoPpu3apHbIN HAHWU3M
PeHUIKeTOHYPHUS
Puck poxxaenus 25%



[enHble 3abonesaHus.

[Ipeo6nagaiot medeKThl HEBPAJIbHOM TPYOKH —
caMast BbICOKasi YYBCTBUTETBHOCTD K
MOBPEXJAIomMM paKTopaM. ITO:

AnbsHIledanuvsi - OTCyTCTBHE MO3TOBOM YaCTH
yeperia

['maponedanus — BogssHKa MO3Ta
Muxportiedanus

JHbaJsto1ee — YeperrHO-M03TroBasi T'PbDKa
Spina bifida- cimHHOMO3rOBast rphDKA
[lopoku pa3sBUTHUSI BHYTPEHHHX OPTraHOB



[enHble 3abonesaHus.

[TonureHnHbIE 3a001€BaHUS:
ATpe3us aHyCa
ATpesus 12 IepCTHOU KUILIKU

PasinyHbIe TOPOKU Pa3BUTUS
3asT4bs ryoa

Boimubpda macTp
Kocosanocrte
BpoxmeHHbIN BhIBUX Oezpa.



lepaToreHHast Y4yBCTBUTE/IbHOCTD

TepaTorenHas 4yBCTBUTEIbHOCTH Pa3/IMYHaA B
pa3HbIe CPOKH 0epeMeHHOCTH.




| MBPYOHANBHBIA MIEPUOL MIOAHbIA MEPUOL
ﬂPEOPI'AHOFEHE3|< e v —I——
g1 SR T T A R BT R
OT OMOM0- LieHTpaNbHas HEPBHAs CHCTEMA
TBOPEHMUS
110 OBPA30BAHM S
[IBYCTIOMHONO T
TIUCKA
rna3a
3y0b
Hebo |
HAPYXHbIE NONIOBIE OPraHb
| | || i [
CMEPTb BPOXZIEHHBIE NOPOKM PASBUTUA | OYHKLAOHATIbHBIE LEOEKTHI 1 MUKPOAHOMATMM




lepaToreHHast Y4yBCTBUTE/IbHOCTD

1. IepHOJ, — MPeIUMILIAHTAIMOHHBIN — CPOK 2 Hee/TH
(10 20 IHE#) — IO 3aKOHY «BCe WU HUYETo».

JIn6o sileK/IeTKa MOTUOHeT, T.e. aH SMOPHUOHHUS

JIn6o Bce pazoBBETCS HOPMAJTHHO.



lepaToreHHast Y4yBCTBUTE/IbHOCTD

2. [leproa opraHoreHe3a vM SMOPHUOHATBHBIH OT 3 IO
0 Hezlelb OepeMeHHOCTH. Pa3BuBaroTCst aSMOpHOTIaTHH
. HyBCTBUTE/IBHOCTh CaMasi BBICOKASI.

3. ®eTa/IbHBIN, TIJIOIOBBIM C 10 HeJleJb 0epeMeHHOCTH -
Pa3BUBAIOTCS PeToraTus.



lepaToreHHast Y4yBCTBUTE/IbHOCTD

HeszaBucumo ot Buzia TepaToreHa Hanbosiee 9acTo —
nedeKT HeBpaJIbHOU TPYyOKH, T.e. MO3TOBAasi TKaHb
HanboJiee YyBCTBUTETbHAS.



MEJJUKO-TEHETUYECKOE
KOHCY/IbTMPOBAHMUWE

LleHTp mlaHMPOBaHUS CEMbU U PENIPOLYKIIMU.
Jlo/mkeH OBITH B TOPO/ie MJIU MECTHOCTH C

HaCeJI€CHHWEM 1,5-3 MJIH. HEJIOBEK.



3azadyu MeIUKO-TeHeTU4eCKOro
KOHCY/IBTUPOBAHMUS

0 JImarHoCTHWKa TeHHbBIX, XxPOMOCOMHBIX 3a001eBaHUI

0 IlpeHaTa/sbHasA AMATHOCTUKA TOPOKOB PA3BUTHS
139) (O F:|

0 Yuert, HaG/II0eHME U JledeHre OOJIbHbBIX

0 KoHcynsTrpOBaHUE OOTBLHBIX Y KUX POJACTBEHHHUKOB I10
CTeIleHH PHCKA POXKIAEeHHS Y HUX 00JIbHOTO ITOTOMCTBA

(>xeHMHBI mocsIe 35 neT, OAA HesICHOM STHOJIOrUH,
Ha/IM4Yre B aHaMHe3e BPOXKI€HHBIX ITOPOKOB).



MeToabl AMAarHOCTHUKU

KanHuKO-TeHea/Ioru4ecKuii MeTo/, (M3ydeHue 3-4
ITIOKOJICHUIN)




MeToabl AMAaTrHOCTHUKU

[luToreHeTryeCcKkuii (KaprOJIOTUYECKHUH,
KapUOTUITMPOBaHHeE) — ITOACYET KOJIMYeCTBa
xpomocoM. 30 pTa, KpoBH, COCKOO 3aIeYHOTO
SITHUTETHS, TUMPOIIUTHI KPOBH, KYJTbTUBUPYETCS
KPOBb B Te€YEHHE 7 CYTOK — MOACcYeT MeTaa3HbIX
TJIACTUHOK

OmnpeneneHue MOJIOBOr0 XpOMaTHHA B SApax
K1eTku (cueruieHHsle ¢ mosoM). [lomoBoit
XPOMAaTUH WA OTCYTCTBYET WJIU PE3KO CHIKEH
nipu cuHapome lllepemesckoro-TepHepa,
Knatingensrepa.



JlaGoparopHasi IMarHOCTUKA:

[TonoBsie ropmonbl: cuHapoM llepelieBckoro-
Tepuepa, Kimatingenbrepa.

Omnpepenenne o-GeToONMpoTerHa, O€/IKa CBIBOPOTKU
KPOBH, KOTOPBIHA UMeeT Pa3HYI0 KOHIIEHTPAIIHIO B
pa3Hble CPOKH OepeMeHHOCTH. Pe3Ko MoBbIIIeH MpH
nedeKTax HeBpaJIbHOU TPYOKH U IPH APYTHUX ITOPOKAX
Pa3BUTHS.



JlaGoparopHasi IMarHOCTUKA:

Omnpenenenuvie peHra/laHNHA B KPOBH —
TVarHOCTUKA GEeHMIKETOHYPHH — BPOXKIEHHOE
3a00JIeBaHNE, KOTOPO€ 3aKJIF0YAeTCs B
HapyIIeHUH 0eTKOBOTO U aMHHOKHCJIOTHOTO
oOMeHa.

deHMIa/TaHUH HAKaTUIUBAETCs — peOeHOK OTCTaeT
B YMCTBEHHOM Pa3BUTUM. Mo4Ya — MBILLIMHBIN
3arax. Jacrora1 : 10 000 pogoB. Hocurenb
KQOKIBIU 50.

Cmecu: «bepnaden», «Hodenan», «AIoOHUT»,
«J/lopeHak».



[Iporpamma o BpoXXz7ieHHOMY I'MIIOTUPEO3Y.

YacroTa 1: 2000 pogos. Onpegenenuve TTI B KpoBw.
[TpuBOAUT K OMUTOPPEHUM U KDETHUHHU3MY.






[Iporpamma o Bpo
JvicTanbHbIN

TpUupaauyc. Y
OCHOBAHMS Ka)KJA0TO
TaIbIIa TATHJIISIPHBIE
JIMHUH 00PA3YIOT
TPEeyroJibHUK. Eciun
COeITMHUTH TOYKH Ha
yKa3aTe/lbHOM,
MH3HUHIIE Uy
OCHOBaHUS JIAJJIOHU, TO

Cxema Quexcopnvix 060po3d u zaas8H020 1aJOHHO20 yeaa

YFO]'[ HO]IyqaeTC q (atd). B — Gonvwozo nawvya, K — kocaq, IT — nonepeiHas
OCTPBIN. Y JayHaTUKOB
— YT'OJI TYIIOMU.




lIpeHaTanbHAA AMATHOCTUKA
IMOPOKOB PAa3BUTUA IJIOJA:

YcrapeBuiue:
PenTtrenorpadmws nioma
detorpadus

AmMumorpadus — BBeZieHre B aMHUOH KOHTPACTHOTO
BelllecTBa

deTOoCKOIIUSL.



lIpeHaTanbHAA AMATHOCTUKA
IMOPOKOB PAa3BUTUA IJIOJA:

CoBpeMeHHbIe:
Y3U

B HacTosIee BpeMst 0/HKeH ObITh CKPUHUHTOBBIM
noaxon K Y3W nuarHocTuke, 3 pasa 3a
OepeMeHHOCTb.

10 12 Hele/ib — HEKOTOPbIE BPOXKAEHHbIE TOPOKU

20-24 HeJenu — IIpepbiBaHue O6epeMeHHOCTH 110 22
HeJleJlb.

32-34-36 HeJeb.



Y31

100% duazHocmuxka npu Y3H:
JlepeKThl HEBpATbHOM TPYyOKHU

[Iy3bIpHBIN 3aHOC, KO)XJasi BOPCHMHKA MPEeBPALLAeTCs B
ITy3bIPEK.



Y31

Dxorpaduyekasi Tpuaga 6one3nu /layHa:

YTo/leHrne KOXXHOU IIeMHO-/TULIeBOM CKIaJKU
['urpoma men

['mmorpodus

AOGcomoTHasI KapAroOMeTa THs



IlnarHocTuka

buoncus xopuoHa. B cpoke 6epemeHHOCTH 8-10
HezleIb OepyT KycodyeK XOpHoHa (OMOoICcus) a/is
OTIpe/ie/1eHHs KAPHOTHIIA IO/,

Bopcuirikn
- XOpuoHa




AMHUOLeHTe3 (reHeTUYeCKU MeTo ) — B KJIeTKax
C/IyIIIEHHOT'O SIMTE/IHS — KAPUOTUITUPOBAHUE.




KopZzoueHTes — mMyHKIUA IYITOBUHBI TUIOAA
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