Cuapapom
KOIIIAYbEr0 KPUKA

[IpesenTanuro noarorosuna ['amnynuna Kaprna

111 rpynma



* CHHAPOM KOLIAYBHETO
KpHUKa (TAKKE U3BECTEH IIOA
HA3BAHUAMUI: CUHOPOM Oeneyu
Kopomxozo neua )
XPOoOMOcoMbe, )P
CUHOPOM TAT CUHOPOM
Aexncena) -
PEAKOE TEHETIYIECKOE
3200 AEBAHIE, CBA3AHHOEC C

OTCYTCTBHEM YACTH
5 XPOMOCOMBI.



* CHHAPOM «KOIITAYbETO
KPHUKa» BIIEPBBIC
ortucaa K. Aexen c
coaBTopamu B 1963 r.
y 3 AETEH C
MHOKECTBEHHBIMU
AHOMAAUAMU,
IAYOOKON YMCTBEHHOM
OTCTAAOCTBIO U
XAPAKTEPHBIM ITAQYEM,
KOTOPBHIA HAIIOMHAHAA
KOIIIAYUU KPHK.




KAanHndgecku cHHAPOM
«KOITIAYbErO KPUKA» OYCHb
roaumopder. Koppeasmnuro
MEKAY BEAUTIHUHON ACACITHH
XPOMOCOMHOIO MATEPUAA U
KAMHIUYECKIMU CUMITTOMAME
YCTAaHOBUTDH BECbMa TPYAHO. bes
CBOCOOPA3HOTO KPHUKA Y
OOABHOTO HAACKHBIF AUATHO3 AO
LTI TOT€HETHYIECKOTO
MICCAGAOBAHHSA YCTAHOBHUTB
HEBO3MOJKHO, TaK KaK
OOABIITMHCTBO KAMHIUYIECKUX
CHMITTOMOB 9TO¥ DOAEC3HU
BCTPEYAETCA U IIPU APYTHX
XPOMOCOMHBIX AaHOMAAHSAX.




CuMIirIToMbl

[Iprr AaHHOM CHHAPOME ¥ OOABHBEIX HAOAFOAAETCH:

° HH3Kasfg Macca IIPU POKACHUH U MBIIIICYHAS THITOTOHUH,

°* AYHOOOPA3HOE AUIIO C IMHPOKO PACCTABACHHBIMU I'AA3aMHU,
° OTCTAaBaHHUE B PA3BUTHUH,

* XAPAKTEPHBIU IAAY , HAIIOMHUHAIOIIHUU KOIIAYbe MAYKAHBE,
IIPUYIUHON KOTOPOIO ABAAECTCA N3MEHEHHUE TOPTAHU (CYKEHHUE,
MATKOCTD XPAIIIEH, YMEHBIIIEHNE HAATOPTAHHUKA, HEOOBITHAS
CKAQAYATOCTb CAU3HUCTOH OOOAOYKH) UAH
HEAOpPa3BUTHE TopTaHU. | IprsHak ncdesaer Kk KOHIY IEPBOIO
TOAQ JKU3HH.



Kpowme Toro, Bcrpegarorcs:

BpO}KACHHbIC HOPOKI/I CCpAHa, KOCTHO-MBIIIICYHOU CHUCTEMBI 1
BHYTPCHHI/IX OPI‘ AHOB,

MUKporedaAns,
IITO3,

HHM3KOC paCHOAO)KGHI/IG 1 AC(i)OpMaHI/I}I YIIHbBIX paKOBI/IH,
KOXHBIC CKAAAKI BHGPCAI/I yXa,

TATIEPTEAOPU3M_(YBEATUYECHHOE PACCTOSHIE MEKAY KAKIMH-ATOO
ITAPHBIMA OPIaHAMH UAM AHATOMHYECKIM OOPA3OBAHUAMU
(HaIIpHUMEpP, MEKAY BHYTPEHHUMH KPAAMHU T'AQ3HUIL, TPYAHBIMU
COCKamM),

STIUKAHTYC(IIOIEPEUHAA KOKHAA CKAAAKA OKOAO BHYTPEHHETO
yI'A2 TA232, OOBIYHO ABYCTOPOHHSA),

AHTUMOHTOAOUAHBII paspes raas.



| emetuka

Kapuorumr 46 XX, 5p- uau 46 XV, 5p-.

L{ToreHeTHIecKn y BCeX OOABHBIX

Deletion

OOHAPYKUBAECTCA YKOPOUIECHUE
IIPHOAMSUTEABHO HA TPETh U DOAEE
KOPOTKOTO ITA€Y9a OAHOI'O M3 TOMOAOTOB 5-
1 XpOMOCOMEI. B kopoTKOM mTAede
HaxoAanTcd yaactoxk (15,1-15,2), koroperi
HEIIOCPEACTBEHHO BBI3BIBAET PA3BUTHE
aTOro cuaApoma. Kpome o6praHOM
ACAEITIH, XPOMOCOMHAS IIEPECTPOMKA
MO>KET OBITh IIPEACTABACHA APYTUMU
BApHAHTAMH (KOABIIEBAA XPOMOCOMA,
TPAHCAOKAIIHSA, MO3AHUIII3M ITO ACACIIHN).
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* OcobenHOCTH
CTPOCHHUSA AHIIA §
ITAITIEHTOB C
CHHAPOMOM
KOITTAYBETO KPUKA B
BO3pacTe 8 Mec (A),
2 rona (B), 4 roaa (C)
u 9 aer (D)

15 \}




* Hacrora cuaapoma apumepHo 1:45000.
Coornorrenue moaoB M1 : 7K1 3.

* [TpoAOAKUTEABHOCTD KU3HU ¥ OOABHBIX
3HAYUTEABHO CHIDKEHA, TOABKO OKOAO 14%0 m3
HUX 1HepexuBaroT Bospact 10 aet. Ho ectp n
CAYYaH, KOTAQ AFOAH C 9TUM CHHAPOMOM
IIPEOAOAEBAAH HTOpOT S A€T, K IPUMEDY,

B CLIIA m3BecTeH MaITMEeHT C CHHAPOMOM
Aexena, kotropomy cerrgac 61 roa.



* DJTOT CHHAPOM BCTPEYIAETCSA
TOpa3A0 JaIre APyTux
CHHAPOMOB, CBA32HHBIX C
ACAEITIAMH ayTOCOM; YaCTOTA €TI0
puMepHO - 1 1a 45 THIC.

* Oxoao 85% Bcex cAyvaeB
CHHAPOMA «KOIITAYbETO KPHUKA»
ABAAFOTCA criopaamdgeckum, 15%
HACAEAYIOTCA OT
dpeHOTHITITYECKH HOPMAABHBIX
POAUTEAEH - HOCUTEAEH

COAAQHCHPOBAHHBIX IIEPECTPOEK.
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Puc. 3.5. PopocnoBHass JByX cHOCOB ¢ CHHAPOMOM <«KOIIAYybero KpHKa» (XpOMOCOMBI
Sp-cunjgpom). Mare (I-2) deHoTHIMUECKH 3/10pOBa, HO SIBJSIETCS HOCHTEJEM cOaslaHCH-
POBaHHON TpaHCJIOKaIlMK, 3aTparuBatonieil xpomocomsl 3 U 13. Oxna us pouvepeit (11-3)
HMeET HOPMaJIbHBIH KapUOTHIT; B XpOMOCOMHOM Habope aByX aApyrux aodepeit (11-2 u 11-5)
COAEPAMUTCA AVIUIMKalus; eAnHcTBeHHbI cbid (11-1) u oana u3 pouepeit (11-4) poau-
JINCh ¢ CHHJIPOMOM <«KOUIAYbero KpHuka» (XpoMOCOMHBINH Habop ¢ jenenueii KOpoTKOro
naeya 3-ii XpOMOCOMBI)




Aeuenue

* /eueHns HeT (ITAAAHATHUBHAS TEPAITHA).

*  HeobxoamMO mOCTOAHHOE HADAFOAEHUE CO CTOPOHBI TIEAUATPA
I IICHXOHEBPOAOTIa. Bpagamu pekoMeHAYIOTCA CPEACTBa,
CTHMYAHPYFOIIIE IICHXOMOTOPHOE Pa3BUTHE PEOEHKA,

TMMHACTUKA U A€UEOHBIN MACCAK




IIpodpmarakTuka

IIpodpmaakruka 3aKArO9aeTCA B
CBOEBPEMEHHOM IIPOBEACHUU MEAMKO-
L€HETUYECKOI0 KOHCYABTUPOBAHMA B 9

CEMBAX, TAC HIMEAUCH OOABHBIE C CHHAPOMOM i’
AexeHa M OCHOBBIBACTCH HAa OIIPEACACHUN ;

KAPUOTHIIA POAUTEAEH, Y KOTOPBIX OBIA e A
O0oApHOU peOeHOK. Haanmame nsmenenuit te @ ! y N

KOPOTKOTIO ITACYA 5-n ITapbl XpOMOCOM

e —— ——e—)

Tgkyo Medal—l [Jﬁversity

ABAACTCA AOCOAFOTHBIM ITOKA3AHUEM AAS
AHTEHATAABHOI'O OIIPEACACHUA KAPUOTHUIIA
ITAOAQ IIPU IIOCACAYIOIIUX OEPEMEHHOCTAX
IIyTEM AMHHUOLIEHTE32 U HCCACAOBAHUA
AMHUOTHYECKUX KAeTOK. COanaHCcHpoBaHHAsA
TPAHCAOKAIUA § OAHOTO U3 POAHTEACH
TPEOYET TAKKE MCCACAOBAHUSA KAPUOTHUIIA Y
€ro KPOBHBIX POACTBEHHHUKOB C IIEABIO
BBIABACHUSA AUII, IMCFOIIIIX TPAHCAOKAIIHIO.
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