CHHIPOMBI YaCTHYHBIX MOHOCOMUH,
BO3HUKIIIUX B pE3yIbTaTe ACJICIIUN

PA3JIMYHBIX YYaCTKOB B XpoMocoMax 4, 9,
11, 13, 18




Heneniuu (ot yar. deletio — yHUYTOXXEHUE) — XPOMOCOMHBIC IEPECTPOMKH, TTPU
KOTOPBIX MPOUCXOAUT MOTEPS Yy4yacTKa XpOMOCOMBI. Jlenemnuss MOXKET ObITh
CJIEICTBUEM Pa3pbIBa XPOMOCOMBI WJIM PE3YJIBTaTOM HEPABHOIO KpoccuHrosepa. [1o
MOJIOKCHUIO YTEPSIHHOTO yYacTKa XPOMOCOMBI JeJICIMU KIACCU(PUIIMPYIOT Ha
BHYTPEHHUE (MHTEPCTUIIMAIIBHBIE) U KOHLIEBbIE (TEPMUHAJILHBIE).

1)  uHTEepCTHULHATBHBIE — OTCYTCTBYET
BHYTPEHHUN YYacTOK, HE 3aTparvuBarOlIvl
TEJIOMEDPY;

2) KOHLIEBbIE — OTCYTCTBYET TEJIOMEPHBIN
palloH U MPWISKAINUU K HEMY YUYaCTOK.
MCTUHHOCTh  TaKkuxX MyTallul B CBETE
YHHUKAJIbHOU byHKIIIH TEJIOMEP
IIOCTaBJICHA 1107 COMHEHHEe. B yacTHOCTH,
0 CUX IIOp HE SICHO, JEHUCTBUTEIBHO JIU
TEpMHUHAJIbHbIE  (KOHIIEBBIC)  HEXBATKHU,

3a()UKCUPOBAHHBIE y MHOXKECTBA
NaIMEeHTOB C HACJICICTBEHHBIMU
CUHJPOMaMU (manpumep, Bonbda-

XupixopHa(4pl6)u ap.) oOpazoBaiuch B
pe3yabTare OJHOTO pa3phIBa.




CUHJIPOMbI YACTUYHHIX MOHOCOMUU

OTta Tpylnma CUHIPOMOB OOYCJIOBJI€HA XPOMOCOMHBIMU MYTAIUSMHU, ONPEACISACTCS
M30BITKOM TE€HETUYECKOr0 Marepuaia.  BO3HHKalOT MOHOCOMHMHM M3-32 HETOYHOIO
KPOCCHUHIOBEpPA B XPOMOCOMaxX C MHBEPCUSIMHU WM TPaHCIOKauaMu. JIumpe B HEOOIbIIOM
YUCJIE CIIy4aeB BO3MOXKHO MEPBUYHOE BO3ZHHMKHOBEHHUE JICJICIIMN B TaMETE WIIH B KJIETKE Ha
paHHUX CTAAUAX JIpoOJieHUA. YacTUYHbIE MOHOCOMHUM BBI3BIBAIOT PE3KUE OTKJIOHEHHS B
pa3BUTHUH, MO3TOMY OTHOCSTCS K TPYIINE XPOMOCOMHBIX Oosie3Her. (DeHoTunuueckue
IPOSIBJICHUS JTIOOBIX ayTOCOMHBIX CUHJIPOMOB COCTOMUT M3 ABYX IPYII AaHOMAJIUM:
Hecnenuduueckue  HaxoAkh, OOIIME IS MHOTMX pPa3IUYHbIX (POPM YaCTUYHBIX
ayTOCOMHBIX aHEYTUIOUIHH.

KoMOnHanmu HaxoAOoK , THUIOWYHBIX JJIs JAHHOTO cuHApoma. HawbOomee noaxossiiee
OOBSICHEHHE TPUYMH HECHEIU(PUUYECKHX HAXOIOK - 3TO Hecneuudpuueckue 3QQPeKTs
ayTOCOMHOI0 aucOajaHca KaKk TAKOBOTO, a HE PEe3ylbTaThl AEICUUN WX MYIUIMKAIUN
crieniu(pUIeCKuX JOKYCOB.

XPpOMOCOMHBIM CHHIpPOMAaM, OOYCIOBJICHHBIM YAaCTUYHBIMU aHEYIUIOUJUSIMHU, MPUCYILIU
oOlIllMe CBOMCTBA BCEX XPOMOCOMHBIX OOJI€3HEH: BpPOXKIAECHHbBIE HApyIIeHUsT MopdoreHesa(
BPOXKJICHHBIE TIOPOKH Pa3BUTHUSI, AUCMOPGUM), HAPYIIEHUS] TTOCTHATAJIBHOTO OHTOTEHE3a,
TSKECTh KIMHUYECKOM KapTUHBI, COKPAILICHUS TPOI0JKUTETbHOCTH KU3HH.



CUHJIPOMbBI YACTUYHbIX MOHOCOMUIU
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Cunapom Komrausero KpHUKa
- YaCTU4YHas1 MOHOCOMMUS IO KOPOTKOMY ILIEUY
XpoMocoMbl 5 . CHHAPOM MOHOCOMHUHU Sp- ObLI
IIEPBBIM ONIMCAaHHBIM CUHAPOMOM,
OOYyCJIOBICHHBIM ~ XPOMOCOMHOM  MyTaluei
(neneumert). 9To OoTKphITHE caenan Jxk. JIexxeH
B 1963 1. Y pmerer ¢ Takom XPOMOCOMHOM
aHOMAaJIMEH OTMeYaeTcsd HEOOBIYHBIM ILIady,
HAallOMUHAIONIUMKA  TpeOOBaTEIbHOE  KOIIAYhe
MsayKaHbe wuiau Kpuk. Ilo a3toll mnpuunHe
CUHJPOM CHayajga ObLI Ha3BaH CHUHIPOMOM
«KOIIAYbEro Kpwka». Yacrora cuHIpOMA
NOCTAaTOYHO  BBICOKAsA Ui  JACICHUOHHBIX
cuaapomoB - 1 : 45 000. JImarHOCTHPYIOT:
MoneKynsIpHO-IIUTOTCHETUYECKAs (FISH)
IIpEeHaTaJIbHas JUATHOCTUKA - YaCTh KOMILIEKCA
1a00paTOPHO-IUATHOCTUYECKUX HCCIICTOBAHUIMI
00pa3IoB IUIOAHOTO MaTepuana, MOJIy4YeHHBIX C
MIOMOIIBIO  WHBA3WBHBIX  BHYTPHUMATOYHBIX
BMENIATEIIbCTB.




CUHJIPOM BOJIL®A - XMPIIIXOPHA

Cungpom, OOYCJIOBJIEHHBIA JEJCHUEd CErMEHTa KOPOTKOro Iuieda 4-ii XpOMOCOMBI.
Kinnanueckn cunapoM Bonbda-XupiixopHa XapakTEpu3yeTcsi MHOTOYHCICHHBIMU
BPOKJAEHHBIMH MMOPOKAMH PA3BUTHUSA C MOCICAYIOUIECH PE3KOU 3aA€P>KKOM (PU3UIECKOTO U
MICUXOMOTOPHOTO Pa3BUTHS. YK€ BHYTPUYTPOOHO OoTMeuaercsi rumnoruiazus. CHHAPOM
Bonbda — XupmxopHa — 3TO peIKOe T€HETHYECKOE 3a00JIEBaHKE, BOZHUKAIOIIEE MPU
norepe (AeNenunu) JUCTAIBLHOIO KOHIIA KOPOTKOTO Tuieda 4-i xpomocombl. Cuurtaercs,
yTO 3a00sieBaHUE BcTpedaeTcs y ogHoro u3 50 000 HOBOPOXKIEHHBIX, IPUYEM YaCTOTA
BCTPEUAEMOCTH CUHIpoMa Bosbda-XupnixopHa BbIlI€ Y JI€BOYEK, YEM MAIBYUKOB,
noutu B 2 pa3a . K Hanbosee pacripoCTpaHEHHBIM MTPU3HAKAM, CBA3aHHBIM C CUHIPOMOM
Bonbda — XupiixopHa, OTHOCATCS:

* Cnenuduieckue 0COOEHHOCTH JIMIIA

* Tpynnoctu B 00yueHUU

* Cynoporu

* 337IEpXKKa pocTa

* 33IEP’KKA B PA3BUTUM.



CHUHJIPOM BOJIb®A - XMPIIIXOPHA
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Kak nuarnoctupyercs cuniapoM Boabpa —
XupmixopHa? Ecimu ectb moOAo3peHUs Ha
cujapom Bonepa — XupuixopHa, i
MOATBEPKJICHUS HAJIMUUS Y TAllMEHTa JIeJICIUU
4-1 XpOMOCOMBI HCITOIB3YETCS MOJIEKYJISIPHO-
reHeruyeckoe wucciegoBanue. IIpuMenHsrorcs
TPU THUIA TEHETUYECKUX  HUCCIICIOBAHUM:
IIUTOTCHETUYECKU aHaiau3, (IyopeclieHTHas
ruopuauzanus (meton FISH) u xpomocomHbIi
MHUKPOMATPUYHBIN aHaJIN3 (XMA).
buomarepuanoM mJjisi WCCIEIOBAHUS SIBISACTCS
BEHO3HAsl KPOBb, C JAJbHEHIINUM BbIICICHUEM
JHHK. IlpoBeneHue TeCTUPOBAHUS  MOXKET
3aHUMAaTh HECKOJIBKO HEJEIb.




CUH/IPOM A

e

Briepseie onmcan B 1973 rony.
[{luTOoreHeTUYEeCKUE BapUAHTHI

MOT'yT OBITh pPa3INYHBL:;
qacTU4Has JACIEHHUsT KOPOTKOIro
rieda 9 XPOMOCOMEBI,
N30XPOMOCOMa 94,
HecOalaHCUPOBaHHBIE

TPAHCIOKAIlUM,  OJHAKO  BO
BCEXCITyJasix HaOIr0IaeTCS

IIOTCPsL CCIMCHTA.

S
~




CUHIPOM OPBEJIU

Cungpom OpOenn — 3TO BpPOXKISHHOE T'€HETHYECKOE 3a00JIEBaHME, BO3HMKAIOIIEE IIpU
OTCYTCTBUH (YIAJICHUN) TEHETUYECKOTr0 MaTepralia Ha JNIMHHOM Tuiede 13 xpomocombl. CHIEKTp
HapyIlICHUW, XapaKTepHbIX ISl JIETEHd C yAaJeHUEeM CerMeHTa 13 XpoMOCOMBI, BKIIFOYAET
3aJIEPKKY Pa3BUTHS, YMCTBEHHYIO OTCTAJIOCTh, MOBEJCHUYECKHE MPOOIEMbI U OCOOEHHOCTH
BHEIIHOCTU. bonie3nb OpOenu Takke Ha3bIBAIOT JEJICUENd WM MOHOCOMHUEW JIMHHOTO Ijieda
13 xpomocombl M3 mepBbIX U CaMbIX PaclpOCTPAHEHHBIX CUMIITOMOB BBIJEISTCS HU3KUU BEC
HOBOPOJKJICHHOTO, IOPOKU PAa3BUTHS YEPEITHO-JIUIIEBOTO CKEJETA, [J1a3, KOHEYHOCTEU, MOJIOBBIX
OpraHoB W Apyrue (u3Mdeckue aHOMaIWHM. Y BCeX JeTel ¢ auarHo3oM cusiapom OpOenu
HaOJIIoaeTCs 3a7ePyKKa MICUXOMOTOPHOTO Pa3BUTHS: C TPYAOM JIae€TCsl MPUOOPETEHNE HaBBIKOB,
TpeOYIOIMMUX YMCTBEHHONW W (pu3nueckor akTUBHOCTH. OOs3aTeNbHO HalW4YUE YMCTBEHHOU
HETOJIHOLICHHOCTH Pa3JIMYHON CTEMEHU BbIpaxkeHHOCTH. [ cuHapoma OpOenu xapakTepHBI
MHOTHE aHOMaJIMKd CTPOCHHS JIMIla W 4Yepemna (HeoOs3aTeIbHO COMPOBOXKIAAIOT 3a00JIeBaHUE U
caMu 10 ce0e He SBISIOTCS €ro MIPU3HAKOM )

MUKponedanus (pa3mMep Mo3ra HUKE HOPMbI, MaJI€HbKas TOJIOBA);

TpuroHonedanus (paHee 3aKpPHITHE METONMUYECKOTO IIIBA, COCIUHSIONIETO JBE TMOJOBUHBI
J00HOM KOCTH, TPEYTOJIbHASI TOJIOBA);

IIMPOKUHN U TIIOCKUKA HOCOBOW MOCT;

OO0JIBIITNE, UICKPUBIICHHBIC WU HU3KO PACIOJIOKEHHBIC YIITH;

MUKpOTHAaTUsl (HEIOpa3BUTAs, MAJICHbKAs HIDKHSSA YENIOCTh) C AHOMAJIBHO BBIPAKEHHOU
BEPXHEH YENIOCTHIO; JUCTAIBHBIN MPUKYC (BRIMUPAOT EPEAHKE 3yOhl);

BOJIUbSI MACTh (paciienrnHa Heba).



CHUH/IPOM OPLEJIN

Juarno3  cunapoma  OpbOenum  MOXHO
ONpeNeuTh y peOCeHKa IMpeHaTaldbHoO,
UCTIOJIb3YS TaKUe TECTBHI: Y3U
(weripocoHorpadust), npeHaraibabie MPT u
KT mnoka3piBaloT (Qu3n4ecKue aHOMaJuH,

XapaKTePHBIC TSt T€HETUYECKOTO
pacCcTpOMCTBa; aMHHUOIIGHTE3  (M3y4YeHHE
oOpasia KHUJIKOCTH, B3STOTO u3

OKOJIOIIJIOAHBIX BOJ); BBIOOP XOPUOHUYECKUX
BOPCUHOK (HcchegoBaHue oOpasiia TKaHH,
B3STOr0 M3  IuianeHTol). [loaTBepAUTH
JMarHo3 MOXHO TOJBKO IOCJE POXKICHUA C
MOMOIIBIO KIIMHUYECKOTO OCMOTPA U aHaJn3a
KpOBM Ha XPOMOCOMHYK  MaTOJIOTHIO.
Poaurenu MoryT ciarh aHajiu3 Ha KapUOTHUII
U TIPOMTHU F'€HETUYECKOE KOHCYJIBTUPOBAHUE.




CHUHJIPOM JIE I'PYIIN

Cungpom ne I'pymu (moHocomust 18p, tuml) — peakoe reHeTudyeckoe
3a0oJieBaHKe ¢ yacToToi BcTpeuaemoctd 1:60 000. Hapsimy ¢ THIUYHBIMU
MPU3HAKAMH, BKIIOYAIONIAMUA YMCTBEHHYIO OTCTAJIOCTh, HAPYIIECHHUS
(PU3UYECKOTO PA3BUTUA U CTUTMBI JIM30HTOICHE3a, BapHUAOCIILHOCTH
KJIMHUYECKUX TMposiBlicHHM . JIBe Tperu ciaydaeB MoOHOcomMuu 18p
SBJISIFOTCSI PE3YJIbTATOM HOBOM MYTallMW; ONMCAHbI CIy4au F'€HETUYECKOU
(ceMmeliHOM) mepegayud CUHApoMa . THIl HAclIeIOBaHUS — ayTOCOMHO-
JOMUHAHTHBIA. BBIpaKEHHOCTh KOTHUTHBHOTO  JIe(UIIUTA  MOXKET
BAPbUPOBATH OT JIETKOM CTEINEHU JI0 TAXKEJIOW B 3aBUCUMOCTH OT pazMepa
I(SI(S005078

[Ipyn mpoBeneHUM KOMILIEKCHOTO, KIMHUKO-ITATOTCHETHUYECKOT aHaJn3a
pe3ysibTarbl  ITOJHO3K30MHOIO CEKBEHHPOBaHUSA  MalMEHTa  C
reTepO3UTrOTHOM Jeereit 18 XpoMoCoMbl: 0COOEHHOCThIO KIIMHUYECKHUX
MPOSIBJICHUM JAHHOTO HMCIBITYEMOTO OBLJIO HAJIMYUE Yy HETO HETUIMUYHBIX
JUIL JAHHOTO CUHJIPOMA TPAH3UTOPHBIX IMCUXOTATOJIOTHYECKUX COCTOSTHUI
130 OPMHOTO Xapakrepa.



XapaKepHbIM MPU3HAKOM SBIISIETCS MAJICHbKUM
pocT MukpoledaabHOu popMbl Yepen ,Kpyriioe
au10.YacTo UMEIOT MECTO oYaru OOJIbICEHHS Ha
rojjoB€ WM  TOTajbHas  aJuIoNeIus
XapaktepHbl gedopmards 3yOOB M YIIHBIX
PAaKOBUH, HE PEAKM MYNOYHBIE U IMaXOBbIC
IpbDKM  (Ha (OHE MBIIIEYHOW THUIIOTOHUH),
aHOMaJIMM  KUCTeM PpyK MW  MajiblieB
CHUHJIAKTUJIUSI TaJbIIEB HOTI, «CTOIMa-Kadajakay.
Y MajnpuMKOB YacTO OBIBA€T HEIOPO3BUTHUE
MOJIOBBIX OpPraHoB . XapaKTepPHO CHUKCHUE
NPOJIOIKUTEIIPHOCTH JKU3HU TpU  TPyOBIX
MO3TOBBIX HapyUIEHUSIX U OoJiee Jierkue popMbl
MHTEJEKTYalbHbIX JE()EKTOB C HOPMalbHON
IPOJOKUTEIIBHOCTBIO  KU3HU  ,COUETAHUE
YMCTBEHHOM  OTCTaJIOCTH C  CYIOPOXKHBIM
CHUHIPOMOM W  Pa3JIMYHBIMA  PEYEBBIMHU
pPacCTpOMCTBAMM.



CUHJPOMbBI YACTUYHBIX MOHOCOMUI( 21, 22)

* Cunapom MoHocomuu 21q oOycioBieH Aeneuued IJIUHHOIO Iieda XpPOMOCOMBI, a
TAK¥K€ KOJIBIIEBOM XpoMoOcoMon 21.
depTunrzanys NaryeHTOB HEBO3MOXKHA.

* Cunapom /Iu T'eopra (cunapom Hu Jxopmxa, cuaapom Ju JHKOpIKH, CHHAPOM
aucaMOpuorenesa  3-4  ckabepHOM  AYyrW, BpOXKIAEHHAs  amjia3us TUMyca U
NapamuTOBUIHBIX JKe€3, cuHapoM 22ql1.2, ) — pa3HOBUIHOCTH HIUOMATHYECKOIO
M30JIMPOBAHHOIO TUIIONapaTupe03a; peaKoe BpoxAEHHOE 3a001eBanue. [ eHeTnuecKou
npuanHOU cuHapoma Ju ['eopra sBiseTcs nenenus HEHTPATbHOTO YYaCcTKA JNIMHHOTO
miieda XxpoMocombl 22 (22ql11.2) pasmepom 1.5-3 muH..H. B OOJbIIMHCTBE Ciy4acs
Jenenus IPOUCXOAUT BO BpEMsS MeKo3a IIpU CIEpMATo- WM OBOIEHE3E.
Xapakrepusyercs arcHe3neu WJIN
JMCTEHE30M MapaIIMTOBUIHBIX (OKOJIOIMTOBU/IHBIX ) KEIE3,
aruia3zued Tumyca (BUJIOYKOBOM  JKEJe3bl), MNPUBOIAIICH K PE3KOMY CHHIXKCHHUIO
nonysasiui T-TuM@pOIUTOB U UMMYHOJOTUYECKOW HEIOCTAaTOYHOCTH, BPOXKIEHHBIMU
aHOMAJIUSIMU KPYHHBIX COCYI0B (1€(PEKThI a0OPThI)’



CHUH/IPOM JIU JDKOPJIA

JTNATHOCTHUKA

OOunii OCMOTp MALMEHTA : XapPAKTEPHbIE TOPOKHU
pa3BUTHSA

OOuumii aHaIM3 KPOBU: CHUKEHUE YPOBHS
IUMQOIUTOB

HccnenoBanue cyononysisinuii JIM(pOuTOB
(MMMYHO(ESHOTUITUPOBAHKE): CHIKEHHUE KOJHUYECTBA
T-nmumdonutos

Onenka (GyHKIIMOHATLHOM aKTUBHOCTH T-
JTUM(OIIMTOB: CHUXKEHHE TIPOTIU(epaTuBHON
aKTUBHOCTU T-TUM@POIUTOB (CIIOCOOHOCTU
Pa3MHOXKATHCSI B OTBET HA CTUMYJIALIMIO CIICIIMATIbHBIM
areHTOM)

HccnenoBanne ryMopaiibHOTO 3B€HA UMMYHUTETA:
ypoBeHb UMMYHOTI00YIUHOB A,M,G, E

- HOPMAJIbHBIN WA IOHUKEH

PeHTrenonornueckoe nccie10BaHue OPraHoB ITPYIHOU
KJIETKUA: OTCYTCTBHE TEHH BUIIOYKOBOM KEJIE3BI







