APOMOCOMHbIE
ODOAE3HM




XPOMOCOMHOE 3000AEBAHMNE YHEAOBEKQ, KOTOPOE
XAPAKTEPUIYETCA HOAMIMEM B KAETKOX
AOTMOAHUTEABHOM XPOMOCOMBbI 13.

[Ton cHAPOME [1aTay HODAIOAQIOTCS TIKEAbBIE
BOO>XXAEHHbIE MOPOKK. AETU C CUHAPOMOM [laTay
POXAQIOTCH C MACCOM TEAQ HIMXKE HOPMBbI (2500 T).

Y HUX BbIABAAIOTCH YMEPEHHAA MMKPOLLEQDAAMNS,
HAPYLUEHWE PA3BUTUS PA3AMYHBIX OTAEAOB LUIHC,
HM3KMM CKOLLUEHHbIM AOD, CY>XEHHbIE TAQ3HbIE LLIEAM,
PACCTOAHUNE MEXAY KOTOPbIMM

YMEHbLLIEHO, MOMYTHEHME POTOBMLLbI, 3AMABLLAY
NepeHoCHLA, LLIMPOKOE OCHOBAHME HOCA,
AECPOPMMPOBAHHbBIE YLLIHbIE DAKOBMHbI,
PACLLEAMHA BEPXHEM I'YObl M HEDOQ, KOPOTKAS LLIES.
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XPOMOCOMHOE 3000AEBAHME, XAPAKTEPUIYETCH
KOMMAEKCOM MHOXECTBEHHbIX MOPOKOB PA3BUTUA U
TpHcommem 18 xpomocombl. OnmcaH B 1960 roay
AXKOHOM D ABAPACOM.

HaLLLe BCETO BO3HMKAIOT AHOMOAMM MO3TOBOIO U
AMLLEBOIO YEPENdA, MO3roBOU YEPEN MMEET
AOAUXOLLECDAAMHECKYIO COOPMY. HUXKHAG YEAIOCTb U
POTOBOE OTBEPCTUE MAAEHBKUE. [ AQ3HbIE LLLEAU Y3KME U
KOPOTKME. YLLHblIE PAKOBMHbI ACCOOPMUPOOBAHDLI U1 B
MNOAQBASOLLLEM OOABLLIMHCTBE CAYHOEB PACMOAOXEHDI
HM3KO, HECKOABKO BbITAHYTbl B TOPU3OHTAOABHOM
MAOCKOCTU. MOYKQ, A HOCTO U KO3EAOK

OTCYTCTBYIOT. HAPY>KHbIM CAYXOBOM MPOOXOA CYXEH,
MHOTAQ OTCYTCTBYET. [ PYAMHA KOPOTKAS, U3-30 YEro
MEXPEDEPHbIE MPOMEXYTKM YMEHbBLLIEHbBI M TODYAHOS
KAETKQO LLUMPE M KOPOYE HOPMOABHOM
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OAHQ 13 JDOPM TEHOMHOU MATOAOTUM, MPU
KOTOPOM YALLLE

BCEro KApMOoTM NPEACTABAEH
47XPOMOCOMAMM BMECTO HOPMOAbHbIX 46,
MOCKOABKY XPOMOCOMbI 21-M NAPbI, BMECTO
HOPMOABHbIX ABYX, MPOEACTABAEHbI TPEMS
KOMUAMM.

[lepBblt MEXAYHAPOAHbLIM AEHb HEAOBEKA C
CMHAPOMOM AQYHQ ObIA MPOBEAEH 21
mapta 2006 roaa. AeHb 1 mecsL, ObIAM
BbIOPAHbI B COOTBETCTBMM C HOMEPOM MNAPbI
M KOAMYECTBOM XPOMOCOM.



single palmer |
crease, short |
fifth finger that
curves inward

widely separated
first and second
toes and increased
skin creases
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CUHAPOM, BbI3BAHHbIM TEHETMYECKMM
3000AEBAHMEM. BriepBble onmcaH B 1965 T.

HACTOTA 3TOTO CUHAPOMA HM3KAD — 1 .
50000 poxaeHumm. CpeAH:s
NPOAOAXKMUTEABHOCTb XXM3HU MPUMMEPHO AO
30 AeT (B Pocchm 3adOMKCUPOBAHAO
MOKCHUMMAABHAS MPOAOAXKMTEABHOCTb XXM3HM
25 AET), NPU TIKEABIX MOPOKAX CEPALLQ,
NOYEK MPOAOAXKMTEABHOCTb XKM3HU MOXET
COCTOBAATb HE DOAEE OAHOTO FOAQ.




BOAE3Hb XAPAKTEPUIYETCH 3AAEPKKOMU
AOM3MOAOTMHECKOTO, YMCTBEHHOTO U
MCUXOMOTOPHOIO PA3BUTUA. TAKXKE MOTYT
NPOABAATECSA B OOAbLLUMHCTBE CAYHOEB
TIKEAEULLIME MOPOKM CEPALLA, MOYEK. Y
HOBOPOXXAEHHbIX HEOOAbLLLIOW BEC MPU
HOPMAOABHOM MPOAOAXKUTEABHOCTH
bepemeHHOCTM (A0 2 kT). CpeAn BHELLIHMX
NPM3HOKOB MOTYT OTMEYATbCH:
MMKPOLLEAANA, KAKOBOBMAHbBIM HOC, SMUKAHT,
OHTUMMOHTOAOUAHBIM PA3PE3 TAA3 (ONYLLLEHNE
HAPY>XHbIX YTAOB FTAQ3HbIX LLLEAEM),
OHOMOAbHbIE YLLIHbIE PAKOBMHbI, PACLLLEAMHAO
BEPXHEMU IYObl M HEOQ, MAAEHBKMM POT,
AEDOPMALMI CTOM U AP.




Y 80 % CTPAAQIOLLMX MM HOBOPROXAEHHbIX
LLUTOAOTUYECKYIO OCHOBY AQHHOTO
CUHAPOMAO COCTOBASET AEAELLMSI KOPOTKOTO
NAEYA 4-1 XPOMOCOMbI. PA3mepbl AEAELLINM
KOAEDAIOTCH OT HEOOABLLIMX TEPMUMHAABHbIX
AO 30HMMAIOLLIMX OKOAO MOAOBMHDI
AMCTAABHOM YACTU KOPOTKOTO MAEYQ.
OTMeYaeTcs, 4TO OOABLLIMHCTBO AEAELLUNMU
BO3HMKAET "de novo" — 90 %, okoao 10 %
MPOMCXOAUT B PEIYALTATE TOAHCAOKALMM Y
poAMTEAEN (1:2- MYXXYMHA: XXEHLLMHA). Pexe
B reHOME BOAbHbIX, MOMMUMO TPAHCAOKALIMM,
MMEIOTCS M KOAbLLEBBIE XPOMOCOMbI. HOPSAY
C AEAELMEN XPOMOCOM, MATOAOTUS Y
HOBOPOXAEHHbBIX MOXET OblTb OOYCAOBAEHAO
MHBEPCUAMMU, AYNAUKALMAMM,
M3OXPOMOCOMAMM,
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obHapyxeHue myTauuin npu
HacneacTBeHHbIX 3abonesaHusx
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NMOUCK HOBbIX
MyTayumn

1. MNpsmMoe cekBeHu-
poBaHue NpoayKToB
nup

2. OnekTpodopes
npoayktos MNLUP
B AeHaTypupyoLem
rene

3. AHanua koHdopma-
LMOHHOrQ Nonu-
Mopduama ogHoue-
NOYeuHbIX
pparmenTos [HK

NMOUCK N3BECTHbLIX
MyTayun

1. Annenbs-cneuundu-
veckas rmbpuanaa-
LMS ONUrOHYKNeo-
THOOB

2. Annenb-cneyudu-
YecKniA aHanu3 c mc-
NoNb30BaHMem
pecTpukTas

3. NurasHas yenHasn
peakumns

4. Annenb-cneundu-
veckaa MNUP

reHeTnyeckoe
TUNUpOBaHue
NaToreHHbIX
MUKPOOPraHN3MOoB

1. NUP-TunupoBaHue
C MPOU3BONLHbLIMK
npaimepamu

2. NUP-reHoTUNK-
poBaHue

naeHTuduKkayma
NUYHOCTU
(reHHas paktuno-
ckonust B cynebHom
MeauuuHe)

1. MeHHasa paktuno-
cKonusa

2. Onpepenexue
oTUOBCTBA




Kapumotmn 46 XX mam XY, S5p-. AMAQTHO3
MOATBEPLXKAOAETCH KOPUOAOTUHECKMM
MCCAEAOBAHUNEM C NMPOUMEHEHUEM OAHOTO M3
METOAOB MAEHTUCOUKALLMM XPOMOCOM.

XPOMOCOMHO CUMHAPOM KOLLIQYbETO KPMKA
ODBbACHIAETCH YACTUYHOM MOHOCOMMEM; OH
PA3BMBAETCH MPU AEAELIMM (C YTPATOU OT TPETU AO
NOAOBMHbI, PEXE MOAHASA YTPATA) KOPOTKOTO MNAEYA
NATOM XPOMOCOMbI. AAS PA3BUTUI KAMHUYECKOM
KAPTMHbI CUHAPOMAO MMEET 3HAYEHME HE BEAUYMHA
YTPO4YEHHOro Y4OCTKA, O KOHKPETHbIM
HE3HAYUTEAbHbBIM CDPATMEHT XPOMOCOMbI. M3peaka
OTMEYAETCA MO3AULM3IM MO AEAELLMUN UAU
OOPA30BAHME KOABLLEBOU XPOMOCOMBI-S.







AMATHOCTMYECKME MPUIHAKM:
MUKPOLLEdDAAMS, TOMTOHOLLEADAAMY,
LLIMPOKAA CMMHKA HOCA, BbICTYMAOLLLOY
BEPXHAA YEAIOCTb, NTO3, MMKPOCOTAABMMUS,
KOAODOMBI, PETMHODAQCTOMAQ,
TMMNOMAQ3MA | MAABLLA KMCTU, AEAELLUS
AAMHHOTO MAEYA 13-1 XPOMOCOMBbI.










