XaHTBI-MaHCUUCKUHT TOCYIAPCTBEHHBIM MEAUIIUHCKHU N
UHCTUTYT
Kadeapa akymepcrsa 1 TrHHEKOJ0T AU

Jlekyus:
BPOX/I[EHHbBIE

LIOPOKHU PA3BUTHA

Jloknaouux: 3as.xagheopou akyuepcmea u 2UHEeKOA02UU, 00U EeHM
Conosvesa A.B.



KJIACCUDUKAIIUSA

1. 3HAOreHHEBIE (HACICICTBECHHEIE)
2. DK30ICHHbIC (TEPaTOrCHHBIC)

1. XpoMocoMHBIE ( B OCHOBHOM XPOMOCOMHBIE
aHOMAJINHN) 00JE3HU

2. I'erHbie MyTanyu Ha ypoBHE 1 nUiun
HECKOJIbKMX T€HOB

3. MynbTU(aKTOPHBIC



XPOMOCOMHBIE:

bomnee 500.

« Bcero y uenopeka 46 xpomocom, 23 mapa —
IIOJIOBBIE XPOMOCOMEIL. 46 XY — MaJIbuuK

s 46X X — 1eBOUYKa

« CaMoe pacnpocTpaHeHHOE 3a00I€BaHUE —
Oousie3Hb JlayHa — TUIIMYHAS XPOMOCOMHAs
a00epanus — 47 XpoMOCOM, T.€. TPUCOMMSI T10
21 xpomocome. Haie 001et0T MaJIBYUKH.



boJie3ns /layna

MarHoCTHKA IIPU
OKJICHUU.

1. KOPOTKOTOJIOBOCTh —
paxuinehanns

2. MAaJILIU BEC JI0 3 KT

3. KOPOTKHUU POCT




boJie3ns /layna

4. IINTIOCKHH 3aTBIIIOK
5. IIUPOKasi U HU3KAA Ies

6. OTTOIBIPEHHBIC YIIKHU,
aedopmals yuiei




boJje3ns /layHa

7. MAKPOIJTIOCCHUS — YBEIIMYECHHBIN SA3bIK HE
ITOMEIIAETCS BO PTY

8. KOPOTKHE U IAPOKHUE MAIbIIbl, CHMIITOM
CaHJAJICBHUIHOU IIEJIH T.€. OOJIBIIIOE
pAaCCTOsIHUE MEeX Ay |1 1 2 manbuamu

9. netn Majoro-pocta (45-47 cm)

10. mopokM pa3BUTHS BHYTPEHHUX OPTaHOB
(DOPOKM cep/na, MoYeK, 12-nepCTHOM KUIIKH
M IPYTUX BHYTPEHHUX OPraHOB).



boJje3ns /layHa

» B nocnenyroiemM pa3BUTHE — OTCTABAHUE
(PM3UYECKOTO ¥ YMCTBEHHOI'O Pa3BUTHSIL:
OKUPEHMUE, KOCOIIa3ue, TUIIOTOHUS MBIIIIII,
4acTO OOJCIOIINE NCTH: UMMYHOAC(UIIUTHBIC
COCTOSIHUSI — YyBCTBUTEIbHBI K PA3JINYHBIM
HeOIaronpusITHBIM (PAKTOpaM BHEIIIHEH CPEIbI
(OCTpBIC JIEMKO3bI, IPOCTYAHEIEC 3a00JICBAHUS).



boJje3ns /layHa

I 1pOdOIKUTENBHOCTD KU3HU:

» 20-30% morun0aroT Ha NEPBOM I'OAY KU3HH.
= 50% - B mepBoIC S J1eT (OMMropeHus)

x 2-6% noxusarot 10 S0 jer.



boJsae3ns /layna

= JKEHIIUHEI C
OoJie3Hb1O JlayHa
CIIOCOOHEI K
IETOPOXKACHUIO, HO
OTMEYacTCs BEICOKUU
PHUCK XPOMOCOMHBIX
AaHOMAJINU.




XPOMOCOMHBIEC 00JIC3HM CLICIIICHHBIC C
1oJioM (¢ X 3pOMOCOMOM )

Y XpoMoOcoMa reHETHYEeCKH MHEPTHA, 00JIC3HEN
CHEIUIEHHBIX C Y XpOMOCOMOM HET.

s OJTO JEBOYKU C TUITUYHON OUCTUHE3ZUEN TOHA
(sugHMKHN) 45 X XpOMOCOM.

« [Ipu poxxnennu: TMMQpaTUIeCKUM OTEK CTOIL,
TOJICHEU, CJIOHOBOCTh, MAJIEHbKHUM POCT.



Cunapom lllepeneBckoro-Tepuepa

Kornma geBouka pa3BUBaCTCS:

» OrcraBanue B pocre 140-150 cMm

= MonoyHbI€ KeJIe3bl TUIIOIIACTUYHBI

» OBonocenune peakoe

» HapyxHbI€ ITOJIOBBIE OpPTraHbI O )KCHCKOMY THITY.
» [ unonmnasus OOJIBIINX MOJOBBIX T'Y0

= Marka Heopa3BrUTa — TAUTNIOIIACTUYHAS UJTH
OTCYTCTBYET



Cunapom lllepeneBckoro-Tepuepa

BMmecTo smuHuka — COCAUHUTCIIbHAA TKAHD

MeHcTpyanuu HeT. MOXKET ObITh
MEHCTPYAJILHOIIOIO0HOE KPOBOTCUCHHUE

PenpoayKTuBHAS (PYHKIHS: HEU3ICUUMOE
Oecmioaue.

YMCTBEHHOEC Pa3BUTHUC HACTO HC CTPATACT.

[Icuxuka: caMOyBEpPEHHOCTH,
CaMOBIIIO0JIEHHOCTbD, YU OpHs.



Cunapom lllepeneBckoro-Tepuepa

deHOTUIINYUECKHUE
[IPU3HAKHU:

s AHTUMOHTOJOWUITHBIN
paspes a3

» Jledbopmanus ymen
= Briazenuve rpyaunebl

= YKOpOUYCHHE 4 MACTHOU
KOCTH

» OOwmiane MUrMeHTHBIX
IIATCH HA KOKC

» KpBUIOBHUIHBIE CKIAAKU
Ha 11ee




« HHU3KHUM pOoCT BOJIOC HA 111€€

» Pa3iIM4HbIC TOPOKHU PA3BUTUSA BHYTPECHHHUX
OPraHOB: MOYEBBIBOIALIMUX IIYTEHU, CEPILIA.



Cunapom lllepeneBckoro-Tepuepa

JledyeHnmue:

» s yBeTMUEHHUS pOoCcTa: aHA0OJIMYECKHE
CTEPOUIbI — METHJIAHI0CTEHINOJI, THPEOUIUH

= MecCTHO: QUATUICTUIBOACTPOI0BAS Ma3h (15
pPOCTa MOJIOYHBIX JKEJIE3)

s ODCTPOreHbl: I U I' — 1j1s1 MeHCTpyauuu
» [lcuxorepanus

» PEKOHCTpYKTHBHAs XUPYpPrus (IIOpOKH
BHYTPEHHHUX OPTraHOB)



CunapoM KnaHpensrepa

Manpuuku. ITO TUCTUHE3US CEMEHHBIX
KaHaJILIIEB.

« Kapuorum: 47, XXV — ogHa auiiHsas X
XPOMOCOMA, MOXKET OBITh HECKOJIBKO JIUIITHUX
XpOMOCOM (710 J) - 48 XXV, 49X XXYVY. Uem
OoupIIe X XpOMOCOM, TEM OOJIBIIIE
YMCTBEHHAsI OTCTAJIOCTb.



CunapoM KnaHpensrepa

JlnarHocTuka:

« [Ipu poxaeHnn Hu4yero ocooeHHoro. Ileppas
Kano0a — y Bcex pacteT 00poja, a y HETro
PacTyT MOJIOYHBIEC KEJI€3bl. YChI PaCTyT.



OBoOJIOCEHHE IO
"KCHCKOMY THILY,
II0JIOBBIE OPraHbI 10
MY>KCKOMY THILY.

IlomoBou 4dieH
HOPMAaJIbHBIX PAa3MEPOB,
HO CHM)KCHA MMOTCHIINS,
PAHO Pa3BUBACTCA
UMIIOTCHIIUSL.




CunapoM KnaHpensrepa

» B smukax pa3BuBacTCs THaalHO3 CEMECHHBIX
KaHaJbIIEB, CIIEpMaTOreHe3a HET, OHU
O€ECILTOIHEI.

» Cpenn Bcex Oecrmogabix My>xkurH — 11% ¢
cuaapoMom KnaiH(penbrepa.

« B 12 ner u crapure y 60% pa3BuBaercs
TMHCKOMACTHUS — IOSIBJISIIOTCS. MOJIOUHBIC
KEIIC3BI.



CunapoM KnaHpensrepa

Jleuenue:
= DbEcCIuioane HEen3JaeuynumMo

= AHAPOIreHHI IJIs1 YBEIMYCHUS HOTCHIIUU
(aHOpHON)

» MammMmoriacTuka (ygaaeHUe MOJIOYHBIX
Kenes).



CHUHIPOM TPUCOMHUM.

» JIeBOUYKHM — 47 XpOMOCOM — OJIHA JIAIIHSISA
XpOMOCOMA U 10 S JIMIITHUX X XPOMOCOM.
YMCTBEHHAA OTCTAJIOCTh, TUIIO- WUJIH
aMEHOPESA, MOJIOUHBIE JKEJIC3bI
TUIOILNIACTAYHBI, CHU)KCHA (DYHKIIHS
AMYHUKOB, COMATUYECKUX AaHOMAJIUU HET,,
MOBBIIIICHHAS YPOTUYHOCTD, OPOISI)KHUYECTRBO,
HApKOMaHUs, paHHUN KIUMaKC. MOoryT
poxarb, HO Yy 50% - 0one3Hb JlayHa.



CHUHIPOM TPUCOMHUM.

JledyeHnue:
» TICUXHATP

s KOPPEKUHS MEHCTPYAIbHOM (PYHKIIAM —
TOPMOHBI



[ ennwie 3ab60n1e6anus.

MOHOTEHHBIE MyTalluu Ha (poHE 1 reHa —
MaTOJIOTUYECKUN T€H SBISICTCS 0OMUHAHMHBIM (Y
opHoro poautenas — 50%, y oooux — 100%)

IT10:

» Caxapnblii 1uadeT

= OTtOCKIIEPO3

= AXOHApOILIA3UA

= BpOoXaeHHbIN IITO3.
3a00JIeBaHHUE NPOCIICKUBACTCS B KaXKIOM OKOJICHUM.



[ ennwie 3ab60n1e6anus.

Ha xakoM-To IOKOJICHUH (peyeccusHo
Hacaenyercs)Yo:

» [MM30QPEHUS

x OJIMTO(DPEHUS

s TUNO(U3APHBIN HAHU3M
s (DCHUJIKCTOHYPUS

Puck poxnaenus 25%



[ ennwie 3ab60n1e6anus.

IIpeobnagaroT AeeKThl HEBpPAJIbHOM TPYOKU — camas
BBICOKAsl YYBCTBUTEIILHOCTh K IIOBPEKIAOIIUM
dakTopam. ITo:

» AHPHIIE(]AINI — OTCYTCTBHE MO3TOBOM YaCTH Yepera
» [uaponedanus — BOAsSHKA MO3ra

« Mukponedanus

» OH(paAJIOIEIIC — YEPEIHO-MO3TOBas I'PhlKa

» Spina bifida— cnuHHOMO3r0Bas rpbhka

» [lopoku pa3BuTHs BHYTPEHHUX OPraHOB



[ ennwie 3ab60n1e6anus.

[TorureHunIe 3a00JICBAHUS:

ATpe3us aHyca

Atpes3usa 12 nepcTHON KUIIKH
Pa3inyHbie TOPOKU pa3BUTUA
3astubs ryoa

Boirubs macthb

Kocomamnocts

Bpoxx1eHHBIN BBIBUX O€JIpa.



TeparorenHas 4yBCTBUTEIbHOCTD

» TeparoreHHasi YyBCTBUTEJIbHOCTD
Pa3JIMYHA B pa3Hbie CPOKH OepeMEeHHOCTH.




| 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




TeparorenHas 4yBCTBUTEIbHOCTD

1. mepuong — npeAMMILIAHTALMOHHBIN — CPOK 2
Heaenu (10 20 gHel) — O 3aKOHY «BCE MU
HUYETO.

0 JInOo sileKIeTKA MOTMOHET, T.€. aH'IMOPHUOHMS

0 JIubo Bce pa3oBLETCS HOPMAILHO.



TeparorenHas 4yBCTBUTEIbHOCTD

2. Ilepron opraHoreHe3a Uil SMOPHOHATBHBIN
oT 3 10 9 Henenb OepemeHHOCTU. Pa3BuBaroTCs
AMOpUonarum . YyBCTBUTEIBHOCTh CaMasi
BEICOKa.

3. DdeTalibHbBIN, IVIONOBEIM C 10 HEenenp
OEpPEMEHHOCTH— Pa3BUBAIOTCSA (DETOIMATHUS.



TeparorenHas 4yBCTBUTEIbHOCTD

HezaBucumo OT BHa TepaTroreHa Hauooaee
4acTo — JAC(PEKT HEBPAJILHOM TPYOKH, T.€.
MO3roBas TKaHb HAan00J1€€ YyBCTBUTEIbHASI.



MEJUKO-I'EHETUYECKOE
KOHCVYJIbTUPOBAHUE

[{eHTp IUIaHUPOBAHUS CEMBH 1 PEPOAYKIIHH.
JlomkeH ObITh B TOPOJIE MIIM MECTHOCTH C

HacejaeHueM 1,5-3 MIIH. 4eI0BEK.



i

3agaum MeIUKO-T€eHEeTHYECKOro
KOHCYJIbTHPOBAHMA:

JInarHoCTHUKA IeHHbBIX, XPOMOCOMHBIX
3200JIEBAHUU

IIpeHaranpHass TMarHoCTUKA ITOPOKOB
PA3BUTHA ILJIOAA

VYyet, HaOMoneHNe 1 JedeHne 00JILHBIX

KoHcynpTrpoBaHue OOIBHBIX U UX
POACTBCHHHUKOB MO CTECICHU PUCKA POKICHUS Y
HHUX OOJILHOIO MOTOMCTBA (3KCHIIIMHLI HOCHE 35
aeT, OAA HESACHOU ATHUOJIOTHMH, HAJIUYUC B
aHAMHE3€ BPOKJICHHBIX ITOPOKOB).



MeToabpl TMarHOCTUKU

» KimHMKO-reHeanorndecku MeToj (u3yuenue 3-4
ITOKOJICHUI )




MeToabpl TMarioCTUKU

» lluTOreneTnueckui (KapuoJIOruHYECKUM,
KapUOTUITMPOBAHMUE) — ITOJICYET KOJINYECTBA
xpomocoM. 130 pTa, KpoBH, COCKOO 3aIIEYHOIO
SIUTEIINS, TUM(POLUTHI KPOBH, KYJIBTUBUPYETCS
KpOBb B TEUEHHUE 7/ CYTOK — ITOJACYET MeTada3HbIX
IUIACTUHOK

« OrnpeneneHue nojgoBOro XpoMaruHa B AApax KIE€TKU
(cueruicHHbIEC ¢ mojoM). [loaoBoM XpoMaTHH WIH
OTCYTCTBYET WJIM PE3KO CHUKEH P CUHAPOME
[IIepemeBckoro-TepHepa, KnanHdenbrepa.



JlaboparopHasi AMArHOCTHKA:

» llosoBeie ropmonsl: cunpoMm lllepenieBckoro-
Tepuepa, Knatndenbrepa.

» OnpenencHue o-derorporenHa, OeKa
CBIBOPOTKUA KPOBH, KOTOPHIM UMEET PA3HYIO
KOHIICHTPAIIUIO B Pa3HBIE CPOKHU
OepemMeHHOCTH. Pe3K0 MOBBIIICH IIpH Je(PEKTax

HEBpAJbHOM TPYOKH M MPH APYTUX IIOPOKAX
PA3BUTHSL.



JlaboparopHasi AMArHOCTHKA:

» OmnpeneneHue (heHMaTaHWHA B KPOBU — JUATHOCTHKA
(PeHUIIKETOHYPHUHU — BPOXKICHHOE 3a00JICBaHUE,
KOTOPOE 3aKJI0YAETCS B HAPYILICHUM OCJIKOBOTO U
aMHUHOKHCJIOTHOTO OOMEHa.

» DecHMIAIAaHWH HAKAIUIMBACTCS — pCOCHOK OTCTACT B
YMCTBEHHOM pa3BUTHH. Mo4Ya — MBIIIMHBIN 3aI1ax.
Yacrora 1 : 10 000 pomos. Hocurens kaxabiit S0.

» Cwmecu: «bepnadeny», «Hodeman», « ADOHUTY,
«JloheHak».



IIporpaMmma 1mo BpOXJI€HHOMY TMIIOTUPEO3Y.

Yacrora 1: 2000 poxoB. Onpenenenune TTI B
KpoBH. [IpyBOAUT K OTUTO(MPEHUN 1
KPETUHH3MY.



OCHOBAaH Ha MCCJICAOBAaHNU MaNUJIISIPHBIX JIMHUI
JaJI0HU, KOJKHBIX CKJIAI0K.

» IIpu3Haku: monepednas (00€3bsIHbs 00P031a) y JA€TEH

c oones3nnto [ayHa. (Mmeercs y 2-4% coBepiieHHO
3I0POBBIX JIFOJCH ).




[IporpaMmma o BpoXJI€CHHOMY THIIOTHPEO3Y.

» JlMCTaNbHBIN
Tpupaguyc. Y
OCHOBAHMS KaXXJI0TO
najblia DaluJISIPHBIC
JTMHUA 00pas3yroT
TpEyroabHUK. Eciu
COCIVHMUTH TOYKH HA
yKa3aTeJIbHOM, MU3UHIIE
1 Y OCHOBAHHUS JIQJIOHH,
TO YTOJI IOJIy4aeTCsA

Cxema Qaexcoprvix 60po3d u 22a6H020 1ad0HHO20 yeaa

OCTpBIﬁ. y I[ayHaTI/IKOB (atd). B — Gomvwozo namvya, K — kocas, I — nonepeunas
YI'OJI TYIOM.




I IpeHarajibHas AMAarHOCTUKA IIOPOKOB
DPA3BUTHUS ILIOJIA:

YcrapeBlue:
» PeHTrenorpadus mioaa
» DeTorpadus

» AMHHOrpadus — BBEACHUE B aMHUOH
KOHTPACTHOTO BEIIECTBA

s DeTockonus.



I IpeHarajibHas AMAarHOCTUKA IIOPOKOB
DPA3BUTHUS ILIOJIA:

COBpPEMEHHBIE:
= Y3U

B HacTosmiee BpeMst JOJKEH ObITh CKPUHUHTOBBIM
nmoaxox K Y3U nuarsHoctuke, 3 pasa 3a
OEpPEMEHHOCTb.

» Jlo 12 Henenb — HEKOTOPBIE BPOKIAECHHBIE IIOPOKHU

» 20-24 Henmenu — npepbIBaHUE OEPEMEHHOCTH 10 22
HENIETb.

s 32-34-36 HEOEND.



Y3U

100% ouaznocmuxa npu Y3HU:
» Jle(ekThl HEBpalIbHON TPYOKH

= [ly3bIpHBIN 3aHOC, KaXK1asd BOPCUHKA
[IPEBPANIACTCS B MY3bIPEK.



Y3U

Oxorpaduyekas Tpuaja 0oae3Hu JlayHa:

= Y TOJIIIIEHUE KOKHOU HICUHO-JIUIIEBOU CKJIAIKU
« l'urpoma uien

» [ umorpodus

» AOCOJIIOTHAS KapJAHMOMETaJIus



J/Imarnocruka

» buomncus xopuona. B cpoke oepemennoctu 8-10
Helleab OEpyT KyCOueK XopruoHa (OMoIcus) s
OIpe/IeNeHHs KapHOTHILA IIIOJa.

BpiowHan cTeHKa
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AMHHOIIEHTE3 (TeHETUYECKUHA METOA) — B KJIeTKaX
CJAYIIEHHOI0 3IUTEJUA — KAPUOTUIMUPOBAHHUE,




Kopaonenre3s — myHKIUsl NyNOBUHBI ILJI0AA




CITACUDBO 3A BHUMAHHE!




