HacnencrBennsie 3a0oeBaHus:

1)renHsie

2)TepaTorcHHBIC

3)xpoMocoMHBIe

Hapyumenusi CTpyKTyp XpoMOCOM

-mesienus (XpOMOCOMHBIE IEPECTPOIKH, PU KOTOPHIX MIPOUCXOAMT MOTEPS YIaCTKA XPOMOCOMBI.
Jenenust MOXKET OBITh CIICJICTBUEM pa3pbiBa XPOMOCOMBI WIIH PE3YJIETATOM HEPaBHOTO KPOCCHHTOBEpA.
[To moNOKEHHIO YTEPSHHOTO YYacTKa XPOMOCOMBI JICJICIIH KIaCCU(PHUIUPYIOT HA BHYTPEHHHUE
(MHTEpCTUIINANBHEIE) U KOHIIEBBIC (TEPMHUHAIBHBIE).

-TpaHcjokaius (00MeH XPOMOCOM) THIT XPOMOCOMHBIX MYTaIlii, PH KOTOPBIX IPOUCXOIUT TIEPEHOC
y4acTKa XpOMOCOMBI Ha HETOMOJIOTHYHYIO XPOMOCOMY.

-nyoamkanus (yIBOCHHE XPOMOCOM) XPOMOCOMHAsI My Talllsl, IIEPECTPOHKa, IPU KOTOPOH MPOUCXOJUT
YABOCHHE KaKOTO JIN0O ydacTKa XpOMOCOM

-UHBepcHs (IBe MTOJIOBUHKHU B OHON XPOMOCOME) XPOMOCOMHAs TIEpECTPOIKa, MPU KOTOPOIH MPOUCXOTUT
MOBOPOT y4acTKa XpoMocoMbI Ha 180°.

Cunapom /layna

MpuyuHbI BOSHUKHOBEHHSI:

-I'eneTnueckas HaciiecTBEHHOCTH (2%)

-Pannnii 6pax (mo 18 ner)

-Hocurenu Tpancinokauuu

-ClTydaiiHbIe COOBITHUS

Cumnrombl

98%-nopoku yepena u auina, 90% - maockoe muio, 81%-KoKHas CKJIa/Ka Ha IIIeH, ITOPOKH KOCTHO-
MbImedHoi cuctemsl 80%, HU3KHUI pocT, cyxas Koyka, pyMsHELl Ha L[eKaX, TPhIKU, HEJOPa3BUTHE
MOJIOBBIX OPraHoB, MOpoku cepaua — 50%, karapakra — 66%, kocornasue — 30%, HapymeHne QyHKIUHN
cpennero yxa -60-70%.

VY 5%-nerkas y.o

75%-yMepeHHas y.o

20%-rmy6okas y.o

Cunapom llepemesckoro — TepHep

3TO XPOMOCOMHOE 3a00JIeBaHHe, I KOTOPOTO XapaKTePHO JHOO IMOTHOE OTCYTCTBHE OJJHOW XPOMOCOMBI,
6o Hammure AedexTa B onHoM n3 X - xpoMocoM. Kaprorun takux skeHmmH - 45 X0, 160 Mo3andHbIi
Tt - 45 X/ 46 XX, 45 X/ 46 XY. [IpucyrcrByer 45 xpoMocoma.

VY pebeHka epBUYHOE HEJIOPA3BUTHE MOJIOBBIX OPraHOB.

Cumnrom

-Jlucmurazust

-Uckpusnenue pyk

-HH3Kas Macca Telia

-OTEK KHUCTeHn

-OTTOTBIPUATHIC YIITH

-MaTKa He pa3BUTa

-y.0 Bceraa

Cungpom Knaitndensrepa — HacnencTseHHoe 3a0oneBanne. Kimmandeckas kapTHHA CHHAPOMA
onmcana B 1942 roay B paborax ['appu Knaitadensrepa n @ymiepa Onbdpaiita. [ eneTndyeckoit
0COOEHHOCTBIO 3TOTO CHHIPOMA SIBIISIETCS Pa3HOOOpa3ne IUTOICHETUIECKUX BAPHAHTOB M UX COYCTAaHHUN
(Mo3autu3m). 47 MHUIITHSS XPOMOCOMa

CuMnTombl

Berpeuaercs TonpKO y My»KYHH

-y3KHe MIeun

-)KEHONOAOOHBIN THIT

-cnaboe pa3BHTHE MYCKYIaTyphl

-IIUPOKUH Ta3


https://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%9C%D0%BE%D0%B7%D0%B0%D0%B8%D1%86%D0%B8%D0%B7%D0%BC
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC
https://ru.wikipedia.org/wiki/%D0%A4%D1%83%D0%BB%D0%BB%D0%B5%D1%80_%D0%9E%D0%BB%D0%B1%D1%80%D0%B0%D0%B9%D1%82
https://ru.wikipedia.org/wiki/%D0%93%D0%B0%D1%80%D1%80%D0%B8_%D0%9A%D0%BB%D0%B0%D0%B9%D0%BD%D1%84%D0%B5%D0%BB%D1%8C%D1%82%D0%B5%D1%80
https://ru.wikipedia.org/wiki/1942_%D0%B3%D0%BE%D0%B4
https://ru.wikipedia.org/wiki/%D0%9D%D0%B0%D1%81%D0%BB%D0%B5%D0%B4%D1%81%D1%82%D0%B2%D0%B5%D0%BD%D0%BD%D0%BE%D0%B5_%D0%B7%D0%B0%D0%B1%D0%BE%D0%BB%D0%B5%D0%B2%D0%B0%D0%BD%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%9A%D1%80%D0%BE%D1%81%D1%81%D0%B8%D0%BD%D0%B3%D0%BE%D0%B2%D0%B5%D1%80

B pesynbrare Takux HapyIICHUH B IIOJIOBOM HA0OPE TEHETUUECKOM MH(DOPMAIUK KEHCKUE TCHBI
Mpeo0aaiatoT HaJl MYKCKUMH TeHaMH, YTO ONPEACIISET CHMIITOMBI 3a00JIeBaHMSI.
-BO3MOJKHA Y.0

Cunapom Perra — ncUXOHEBPOJIOTHYECKOE HACIIEACTBEHHOE 3a00JIEBaHNE, BCTPEUACTCS
HCKJIIOYUTEJNBHO y AeBodek ¢ yactoToi 1:10000 — 1:15000, apnseTcst npuunHON TAKETOW yMCTBEHHOM
OTCTAJIOCTH Y JieBoUeK. BriepBrie 60se3Hb OblIa ONMcaHa aBCTPUUCKUM HEBPOJIOTOM AHapeacoM PeTTom.
Pa3zButne pedenka mo 1-1.5 roga mpoTekaeT HOpMAIBHO.

CuMnTOMBI

-XapaKkTepHbI OAHOTHUITHEIE IBUKEHNS PYK HE HOCAIIME LIEJIEHANIPABICHHOIO XapaKkTepa

-pedb 3aTpyaHeHa

“IIpunodperennas” mukpouedanns. OKpyKHOCTb TOJIOBBI IPOOAHIOB MTPH POKACHUH OLICHUBACTCS KaK
HopMaJsbHas. [IprocTaHoBKa pocTa roioBbl COBIALACT ¢ MaHudecTauei 3a001eBaHus U SIBIISICTCS
CJIEZICTBHEM 3aMEIJIEHUS pOCTAa MO3Ta.

-Bcerzaa y.o

-Atakcus M anpakcus. Hapymenns koopanHauuu IBMKEHUH (aTakcHs) U 3aTpyIHEHHS B TUIAHUPOBAHUU
NeHCTBUH (armpaKcusi) OXBaThIBAIOT KaK JBMKCHHUS TYJIIOBHUINA, TaK ¥ KOHEYHOCTEH. YKa3aHHbIE
paccTpoiicTBa MPOSIBISIOTCS B BUAE OTPHIBUCTHIX PE3KUX JABI)KEHUH, HAPYIIIEHUS PaBHOBECHS, TPEMOPA,
X0Ib0BI Ha IIMPOKO PACCTABICHHBIX HETHYIIUXCSI HOTaX C pacKauuBaHUEM M3 CTOPOHBI B CTOPOHY
-JIETAJILHBIA ucxon 15-25ner

Cunapom Buabsimca (uno Jabgda)

Brniepsrie 60me3ns onucan J[.Bumbsamc B 1961. [lpuunHa: HacnencTBeHHAS XpOMOCOMHAS MEPeCcTPOrKa
CuMnToOMBblI

JIuno:

-ILIEKH OMYIIEHBI, OOJBILON POT, OTTONBIPEHHBIE TYOBI, TONYbbIE IM1a3a, MUPOKUH J100, ITyOoKast
HepeHoCcHuIa

-HU3KHH Tooc 98%

-IIOPOKH Cep/Ia, MOYeK

Bceraa y.o

-He (hopMuUpyeTCs LeJeHanpaBIeHHAs e TeIbHOCTD, BepOaIbHO-IOTHYECKOE, A0CTPAKTHOE MBIIIJICHHIE
OTCYTCTBYET

-CKJIOHHOCTb K MOIPaKaHUIO

-MY3bIKaJIbHBIH BKYC

-TOHKasi MOTOpHKa IJIOXO pa3BUTa

-HapylLIeHHEe MPOCTPAHCTBEHHBIX MPEJICTaBIEHUI

50% -HEepBO3HBIE pacCTPOIiCTBA

-pBOTa, FOJIOBHbIE OOJIN, TUIIEPAKTUBHOCTh

-JI0BEpPUHBEIE, JOOpOKETaTeIbHEIE.

CuHIpPOM KOIIAYhero Kpuka

Brnepsrie orncan /I. Jlexen B 1963t

Korna pebeHok pokaaeTcst, MUIIAT KaK KOTEHOK, HEJIOPa3BUTHE TOJIOCOBBIX CBS30K.
[Ipuumnbl: genenus S-oi XpOMOCOMBI

CuMnTOMBI

-HU3KHN BEC

-ipo0JIEMBI C TOPTaHbIO, HEPBHOW CUCTEMOM

-33/IEP>KKH Pa3BUTHUS KOTHUTUBHOW, PEYeBON (PYHKINU

-po0JIeMbI ¢ TIOBEJICHHEM (TUIIEPAKTUBHOCTh, arPECCUBHOCTD )

-HE TUITMYHBIC YePThI JIULA (JIyHOOOPA3HOE JIUIO C IIMPOKO MMOCTABICHHBIMU TJIa3aMH,
AHTMMOHTOJIONTHBIN pa3pes Ti1a3, KOCorya3ue, MIpoKas MePEeHOCHIIa, YIITH HU3KO MOCAKEHbI U
aAHOMAJIBHO OOJBIIHE

-CIIFOHOOTIETICHUE

-3a/IepKKa (PU3HUECKOTO Pa3BUTHSA

-TUITOTOHHUS

-pacXOXKIEHHUST MBIIII )KUBOTA

-y.0 TsDKeTasi ¥ IIyOoKas



CunapoM AHrejJibMaHa (CMHAPOM CYACTIMBOH MAPUOHETKH)
OtcyTtcTBHE 15-01 9acTH XpOMOCOMBI
CumMnToMbl

-HapyIlIeHHe PeueBOi QYHKINH

-pOCTPOHCTBO MOTOPHOH (QYHKIIMU
-TIOBE/ICHYECKUE OTKIOHEHUS

-3IUJIETICHs, CYJOPOTH

-xoap0a Ha HETHYIIMXCSI HOTax

-Makpornoccus (yBenudenue s3bika) 30-50%
JIno

-IIUPOKUN POT, PEIKO Pacrooraronuecs 3y0sl
-CKOJINO03

-kocornasue 40%

V.0 riy0okas u Tsxemnast

Cunapowm Ilpagepa-susiin

penKoe HacIeACTBEeHHOE 3a00JIeBaHNe, TPUYUHON KOTOPOTO SBISIETCS OTCYTCTBHE OTIIOBCKOM KOTIHH
ydacTka XxpoMocoMsl 15q11-13. B 3ToM ydacTke XpoMocoMsl 15 HaxoasTcs reHbl, B peryssiiui KOTOPBIX
3a7eiCTBOBAH F€HOMHBI UMITPUHTHHT.

MukpoaHoManuu

K nomkonpHOMY BO3pacTy MOSIBIIsSIETCS MOBBIICHHBIH HHTEpeC K nuile. beicTpo HabuparoT Bec
XapakrTepucruka:

-HHU3KOE TEJIOCIOKEHHE

Yo

-HapyILIEHHE peun

Hedexr B runmotaiamyce. EcT u He HackITHTCsI. Uem OoJbIe KellaHus eCTh, TeM OOJIBITE V.0
OxwupeHue BeJIeT K CMepTH, OOJBITMHCTBO YMHUPAIOT B TIOAPOCTKOBOM M MITAJIIIEM BO3pacTe.

Cungpom Mapruna-besn

V.0 —TOJIBKO Y MaJIBYUKOB

XapakTepUCTHKa:

l'onoBa yBennumHa, OOJBIINE YIIHN, BEICOKHI 100, HEAOPAa3BUTHE CPEAHEH YacTu
-pOCT HE BBICOKHI

-KOCOTIIa3ne

-TUTIOTOHMS MBIIIIT

-HapYyLICHHE KOOPIUHALINN

-JIBUTaTeIbHAs 3aTOPMOKEHHOCTD

-TPEBOXHOCTh



