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HeTpaauiimoOHHbINA THIL
HAaCJICIOBAHUI — HE TOTUUHSIIOTCS
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3ABOJIEBAHUA C
HETPAOULUMNOHHbIMW
TUINAMM

L Mk AGH LR OBAHIN A

2.O1HOPOAUTEIILCKUE TUCOMUHU
3.b0oJIe3HM TEHOMHOI'O UMITPUIUHTA
4.bosie3Hu dKCIIaHCU

5.boJIe3HU BhI3BAHHBIE HAPYILIEHUEM
SMUTCHETUYECKON PETYJISLIMU T'€HHOU
SKCIPECCUU



MUTOXOHOPUATNHbIU
UnNu
LHUTOMNA3MATUYECKUW

H HACHEOOBAHUA

HacCJI€10BaHU s

- B mT/IHK, cocTositnen ux 16569 Hyxkiieoruaos,
cogepxkutca 22 rena TPHK, 2 rena pPHK u 13
F'eHOB, KOAMPYIOIIUX PA3JIUYHbIE
CYObeqMHHUIbI KOMILJIEKCOB OKUCJIUTEIbHOI0

(hochopuinpoBaHus.



E\/’yTaHI/II/I B MUXOHJOHIPHAJILHBIX FCH&X}

-IIprunHa HACIE€ACTBEHHBIX 3a00JICBaHUM,
HOCAIIMN CUHIAPOMAIbHBIN XapaKTep:
MpeIiiieuHas ¢i1ad0CTh
I ereporiazmust
3a00JIcBaHUS MEIJICHHO Pa3BUBAIOIIHECS
- Myrtamuu B ogHoM ux 7 reHoB NADH-
IErUAPOreHassl KoMIiekca I apixareapHon
[EITA MUTOXOHJIPUH ABJIAKOTCA IIPUUYUHOU
pa3BUTHUA cuHApoMa JleOepa




-Jlpyrue myranuu B MTIHK sBidtoTcsa npuunHomn
Pa3BUTHUSI MUTOXOHIPHUAILHBIX SHIE(PATOMAOTIATHI

- C UCIIOJIb30BAaHMEM COBPEMEHHBIX METOJIOB
[MOKAa3aHO, YTO OCHOBHOU MPUYUHOM
MUTOXOHAPHUAIBHBIX SHIE(PATOMUONATUI SBIISIOTCS
myTanuu B reHax TPHK.

-BeposATHOCTE HACIEACTBEHHOU IIEPEIaYU
MUTOXOHAPHAILHBIX 00JIE€3HEN OT 00JILHOM MaTepu
NETAM 3aBUCUT OT YPOBHS I'€TEPOILIA3MUU U IIPU
romoruiazmMuu oHa gocturaer 100%.
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OOHOPOAUTENBC

KUE

@

«OLLUMDOYHOE» NOoNyYeHne
pebeHKOM OBYX
OMOJIOrMYHbIX XPOMOCOM OT
OoQHOro 13 pogutenen(4e
XPOMOCOM).

HapyLLUEeHNe npoLecca
pacxoxaeHust noodon ns 23
nap XpOMOCOM B
Meno3enendaLmxca KneTkax.




TEHOMHbBIU

-HekoToppie TeHbl UMEIOT CHEHU(PHUIECKHUM
«OTIIEYATOK» I10JIa POAATEIIS

- [Tpn 0OpazoBaHMM y TOTOMKA ITOJIOBBIX KJIETOK
IPEKHUN «OTIIEYATOK» CTUPACTCS, TCHBI
MAPKUPYIOTCS B COOTBETCTBUH C IMOJIOM
JAHHOTO OpTraHUu3Ma

- HeakTnBHAs KOIHS reHa SIBISETCS
UMIIPUHTUPOBAHHOM.

- Cerogus ooHapy>keHO 30 TEHOB O Pa3HOMY
IPOSABIISIIOIIMECS HA PA3HBIX XPOMOCOMAX




-IIpeanonaraercs, 4To NOJAOOHBIX TEHOB OKOJIO
200

- Knaccuueckum npuMepom O0JIe3HEM
UMIIPUHTUHTA CIIYKAT HACJICACTBEHHbIE
cuHapoMel [Ipanepa-Bumim n AHrensmana
J1J11 KOTOPBIX XapaKTEPHO:

-

-YMCTBEHHAS OTCTAJIOCTh
- Tsxenpie HEBPOJIOTUYECKUE
HApYIICHUS

o




IIpagepa—Bunian

PazBuBaercs, korna
peOCHOK HaCIEayeT
JIEJICIISII0, BO3SHUKIIIYIO
Ha OTIIOBCKOU
xpoMocome 15
KPATUYECKOIO PETUOHA

(qll1 —ql3).

AHreapMaHa

PazBuBaercs, korna
peOECHOK HaCIeayeT
JICJICIIUEO Ha
MaTEPUHCKOU
xpoMocome 15
KPUTHUYECKOTO
peruoHa (ql1 — ql3)




CuHgpowm [Npanepa-

-Omnucan B 1956 rony. Hacrora 3a06oneBanus 1:85000 -
Ilpu poxaennu neTu:

1. ManomnoaBu»KHEI

2. IMErT BBIPAKEHHYIO MBIIICYHYIO TUIIOTOHHUIO

3. Y HUX CHMXEHBI CYXOXUJIbHBIC, COCATEIILHBIN U
IJ10TATEAbHBIA PEPIICKCHI

4. IMeroT JIMLIEBYIO TU3MOP(PHIO

5. Maieiu Bec

6. 3aJIepKKa IICUXOMOTOPHOI'O PA3BUTHSA




7. Ilocne 6-MecA4HOTO BO3pacTa pa3BUBACTCS
nonvgarus (JACTH MOCTOSHHO UCIBITHIBAIOT TOJIO)

8. o’)kupeHne (KUP OTKIIAABIBACTCS IIPEUMYIIECTBEHHO
Ha TYJIOBHIIE U B IIPOKCUMAJIBHBIX OTAEIIAX
KOHEYHOCTEM )

9. O0OpaimarT Ha ce0s1 BHUMaHUE HEMPOIIOPLIMOHATIBHO
MAJICHbKHAE KUCTH U CTOIIBI

10. B myOepTatHOM nepuoAe OTMEUACTCS IIPOSIBIICHUE
TOHAIOTPOITHOIO TUIIOTOHAAW3Ma, CHUKCHHUE
KOTHUTHUBHBIX (DYHKIIUM U MATKas OJUTOPPEeHUS
PA3JIMYHON CTEIECHU BHIPAXKECHHOCTH

11. boneHbIE 100pOXKETATEIBHBI MU OC3MHUIIUATHBHBI.
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Cuupgpom lMNpaaepa-Bunnm
Yacrora: 1/(10000..25 000]

Aencuma paroma 15q11-13 oTyuoscxOM XpOMOCOMM







CuHapom

-WJIU «CUHAPOM CUACTIUBOU KYKJIbD», OIUCAHHbBIN B
1965 rony
- XapaKTEPHBIE NMPU3HAKU:
1. I'py0Oas 3aaeprkKka ICHXOMOTOPHOTO Pa3BUTHSA
2. BripaxkeHHas1 0OJIMTro(peHUs C HEIOPA3ZBUTHEM PEUH,
CYIOPOXXHBIMU MTPUCTYIIAMU U MIPUCTYIIAMU
HACUJILCTBEHHOI'0 CMEXA
3. bonbHbBIE O3JHO HAYMHAIOT XOAUTh, U UX ITOXOJKA
HAIIOMUHAET JIBUKECHUSA KYKIIbL.
4. ACTEHUYECKHUH THUII TEIOCIOKECHUS U
AM3MOP(UYECKUE TPU3HAKN: «IITUYUN HOCY,
MUKPOTHATUA.










BOJIE3HW

«ODKCIIAHCHUS - ITO PE3KOC YBCIMYCHUC YNCJIa

HK

KOITMH MOBTOPSIIOIIUXCS YYACTKOB MOJICKYJIBI |
(DOBTOPHI) Y HHAWBUIOB B MOCIECTYOIIUX
ITOKOJIEHUSX POIOCIOBHOMU.

DeHOMEH AKCIIaHCUH YHUCJIa TPUHYKICOTHIHBIX
noBTOopoB (L{I'T) ObLI BriEpBBIE OOHAPYKEH IIPU
MOJICKYJISIPHO-TEHETUYECKOM HCCIIEJOBAHNUM
cuHapoma Maprtuna-benn.




CuHgpom MapTuHa-

— CUHAPOM JIOMKOM X-XpoMocoMbl, itk FraX (ot
anri. fragile — Xpynkui, JOMKHUN).

- B OCHOBE KJIIMHUYECKUX NPOSBICHUU Y IIUTOTEHE-
TUYECKHU BBISBISIEMON JJOMKOCTH X-XPOMOCOMBI ITPH
TOM 3a00JIEBAaHUH JIE)KUT MHOTOKPATHOE
YBEJIIMYEHUE YNCJIa TPUHYKIICOTUIHBIX TIOBTOPOB
[,yBennuenue 3toro uyncia coiiie 200 moBTOpOB
IPUBOAUT K (DEHOMEHY JIOMKOM X-XpOMOCOMBI U
KJIMHUYECKOMY IIPOSBICHUIO 3a00JICBAHUS.







CIMMACUBO 3A
BHUMAHUE



