eHHble Oone3Hu u aHoManuu




[lanLTOHU3M,

LBeTOBaA crnenorta — HacrneacTBeHHas, pexe
npuodpeTeHHasAs 0OCOOEHHOCTb 3peHns, BbipaXarLwasaca B
HeCrnocoobHOCTN pa3nuyaTb OAMH U HECKOJNbKO LiBETOB.

Ha3BaHa B YecTb [)xoHa [lanbTOHA, KOTOPbLIN BriepBble
onucan ogvH U3 BUAOB LLBETOBOM CJienoTbl HAa OCHOBaHUNU
COOCTBEHHbIX owyLweHun, B 1794 ropy.




II>xoH [1anbTOH
John Dalton

1766 — 1844
donN3nNK, XMMUK

ObIn rnpomaHorom (He pasnuyarn
KpacCHbIW LBET), HO HE 3Has1 O CBOEWN
LIBETOBOW cfienoTe A0 26 neT. Y Hero
Obinn Tpu 6parta n cecTpa, 1 ABoe n3

OpaTbeB cTpaganu LBETOCENOTON Ha
KpacHbIN uBeT. [lanbToH noapobHo
onucan CBOW CEMEUHbIN OedeKT
3peHnst B HEOGONbLLOW KHUrE.
Bnarogaps ero nyénmkauum un
NOSIBUITOCb CIOBO «AaNnbTOHU3MY,

KOTOpOe Ha gonrue rogbl ctano
CUHOHUMOM He TONbKO ONUCaHHON UM

aHoManum 3peHns B KpacHoOM
obnacTtu cnekTpa, HO 1 nbdoro
HapyLEeHNs1 LBETOBOIO 3pEHMA.



MpuynHa HapyLeHUN LBETOBOIro 3peHus

Y yenoBeka B LEeHTpasibHOW YacTu ceT4yaTKu pacnorioXeHbl LBETOYYBCTBUTENbHbIE
peuenTopbl — HEPBHbIE KMNETKN, KOTOPble Ha3blBalOTCA KONBOYKN. Kaxabin N3 Tpex
BNOOB KONBGOYEK MMEET CBOW TUMN LIBETOMYBCTBUTESTLHOIO NUrMeHTa 6enkoBoro
nponcxoxaeHus. OguH TMN NUrMeHTa YyBCTBUTENEH K KpaCHOMY LIBETY,
OpYyron — K 3eryieHoMy,

TPETUN — K CUHEMY.

ITrogn ¢ HopMarnbHbIM LBETHLIM 3PEHMEM MMEIOT B KONBOYKax BCe TP NUIrMeHTa
(KpacHbIN, 3eMEHLIA N CUHUI) B HEOBXOOANMOM KOSIMYECTBE.

BUAUMbBIV CBET

- N W s OO N ®

OTHOCKUTENbHaA 4yBCTBUTENBHOCTb

400 450 500 550 600 650
A/MHA BONHbI, HM



HacneacTtBeHHas npupoaa HapyLueHUU
LLBETOBOIO 3peHus

[lepenava gansTOHM3Ma Mo HacnencTBy cBs3aHa ¢ X-XpOMOCOMOU r
NpaKkTU4YeCKN BCcerga nepenaetcs oT MaTePU-HOCUTENS FEHa K CbiHY, B
pesynbsrate Yero B ABajuaTbh pa3 yalle nposiBAaeTca Y My>XHYMH, UMEKLLNX
Habop NosoBLIX XPOMOCOM XY. Y MY>XUYMH OedEKT B €UHCTBEHHON X-
XPOMOCOME He KOMMEHCUPYETCH, TaK Kak «3arnacHom» X-XpOMOCOMbI HET.
Pa3Hon cTeneHbio gansTtoHM3aMa nogsepeHol 2—38 % My»XX4nH, 1 TONbKo 4
XeHwuHbl 3 1000. na npoasneHust gedekta 3peHns Yy XKeHLWMHbI He0BXoaANnMOo
OOCTaTOYHO peaKoe codeTaHne — Hanmume mytauum B 06enx X-xpoMocomax.
[MposiBneHne gansTOHNU3Ma 3TOro BMAa CBS3aHO C HapyLeHUeM nNpomM3BoaCTBa
OLHOro UIN HECKOSTbKMX CBETOYYBCTBUTENBHbLIX MUIMEHTOB B 3PUTESIbHbIX
peuenTopax Konbo4ek.

HekoTopble Buabl gansTtoHM3Ma CriedyeT cYnTaTb He «HaceCTBEHHbIM
3aboneBaHneM», a ckopee — 0CObEeHHOCTbIO 3peHuda. CornacHo
nccnegoBaHNAM DPUTAHCKUX YYEHbIX, NOAW, KOTOPbIM TPYAHO pasnuyaTtb
KpacHble U 3erieHble LBeTa, MOryT pasnuyartb MHOXECTBO APYrMx OTTEHKOB. B
YaCTHOCTW, OTTEHKOB LIBETA XaKW, KOTOPbIE KaXXyTCs OgMHAKOBbIMWU NIOOAM C
HOpMarbHbIM 3peHneM. Bo3MOXKHO, B NpOLLIIOM Takas 0CODEHHOCTL AaBarna ee
HOCUTENSAM 3BOSTIOLMOHHbIE NPENMYLLIECTBA, HAaNpUMep, NoMorana HaxoanTb
NULLY B CyXOW TpaBe N NIUCTbSIX.



[MpnoOpeTEHHLIN AAaNIbLTOHU3M

OT0 3aboneBaHne, KOTOPOe pa3BMBAETCA TOMbKO Ha rnasy, rge nopaxeHa cetyaTka unm
3puTeribHbIN HEPB. OTOMY BUAY AanbTOHM3Ma CBOMCTBEHHO Nporpeccupytollee yxyaleHue v
TPYOHOCTU B pasfiM4eHN CUHEro 1 XenToro LBeTOB.

N3BecTHO, 4yTO U.E. PenuH, Byayymn B npeknoHHOM BO3pacTe, NbiTasica UcnpaBuTb CBOIO
KapTUHY «MBaH (pO3HbIN 1 CbiH ero iBaH 16 Hos16psa 1581 roga». OgHako, okpy»KatoLmne
oOHapyXunm, 4To 1U3-3a HapyLleHNd LBETOBOro 3peHnd, PennH cunbHO UCKasus LiIBETOBYIO
raMmmy cO6CTBEHHOW KapTuHbI, N paboTy NpULLIOCL NpepBaTh.
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f[emodounnua —

HacrneacTBeHHoe 3aboneBaHne, CBA3aHHOE C HapyLLeHMEM Koarynsiumm
(Mpouecc cBepTbiBaHUS KPOBU); NPpU 3TOM 3abofieBaHMN BO3HUKAIOT KPOBOM3ITUAHUA B
CyCTaBbl, MbiLULbI N BHYTPEHHWE OpraHbl, Kak CNOHTaHHbIE, Tak U B pe3yrbraTte TpasBMbl
NNn Xnpypruyeckoro smMewlarensctea. [1pn remodunnm pes3ko Bo3pacTtaeT onacHOCTb

rmoenu naumeHTa oT KPOBOUIIUAHUA B MO3I U APYrnUe XXN3HEHHO BaXXHbIE OpraHbl,
aaxke npu He3Ha4YnTeNbHOM TpaBMe. borbHble € TSXKENOW dbopmMon remodunum
nogseprarTcs nHBanuamsaumm BCreacTBMe YacTbiX KPOBOU3NMUAHUN B CyCTaBbl U
MbILLEYHbIE TKaHW.
[[feModomnnua noABNAETCA U3-3a U3MEeHEHUS O4HOro reHa B X- XpoMOCcoMe
(peueccuBHas myTtaums). PasnuyatoT Tpm TMna remocdounum (A - 80-85%, B, C).




Ob6bI4HO 6ONE3HBLIO CTPaaAOT MYXKUMHbI, XXEHLLMHbI XK€ BbICTYNatoT Kak HOCUTENbHULbI
remMmodunum, KotTopble camm e He 06bIYHO He DONEOT, HO MOryT PoaUTb BOMBbHbBIX CbIHOBEW UMK
aodepen-HocutenbHUl. Camon N3BeCTHOM HOCUTENBbHULEN reModUnn B UCTOpUKN Bbina
KoponeBa Bukropwus; no-snanmomy, ata myTtauusi npomnsoLusna B e€ reHotune de novo,
MOCKOJSIbKY B CEMbSX €€ poauTenen remouinkn He saperncTpmpoBaHbl. TeopeTnyeckn, aTo
MOrno 6bl NPON3oNTN 1 B TOM crnydae, ecnu 6bl oTuOM Buktopumn aensncs B 4ENCTBUTENbHOCTU
He Oayapa ABrycT , repuor KeHTCKUI, a Kakon-nmbo apyron MyxxymHa, 6onbHon remodounmen,
OLHAKO HUKaKNX NCTOPUYECKUX CBUAOETENBLCTB B NOSMb3Yy 3TOr0 He cyllecTByeT. [emodumnmen
cTpagan oauH u3 ceiHoBen Buktopum (Jleononba repuor OndaHumn), a Takke psg BHYKOB U
NPaBHYKOB (POAMBLLUNXCA OT AOYEPEN NN BHYYEK), BKITHOYAst pOCCUMCKOro LiecapeBuya Anekces
HukonaeBunya




Cuctema ons nHbekuunmn ¢ pactesopom gaktopa VI, cnocobeTBytowero
CBEPTbIBAEMOCTU KPOBW; NpUrogHa Ans caMmoCTosATEeNIbHOro BBeAeHUs npenapara




XpOMOCOMHbIE aHOManuu



MeToabl NpeHaTanbHOW AUAarHOCTUKM,
B 3aBUCUMOCTU OT CpOKa ODepeMeHHOCTH pa3aensioT Ha:

\ .

% Guoncua XopnoHa - NorydyeHmne KneTok, n3
D KOTOPbIX OPMUPYETCS NaueHT
(cpok bepemeHHocTn 10-13 Hegenb)

Guoncus nnaueHTbl - NONy4YeHNE KNEeToK
Xaz nnaueHTbl (Cpok bepemeHHocTU 14-20

AP / Heferb), KOTOPas B TEXHUYECKOM OTHOLLEHUN
A/ nogobHa 6roncun xopnoHa

OcHoBHas 3agada nccnenoBaHus B 3TOT Nepuoa — BbiiBrieHUe
NOPOKOB pa3BUTUA NJoga N NPU3HAKOB OCJTOXXKHEHHOIO Te4YeHUs
6epemMeHHOCTU. [MaBHOE — UCKNIOYNTb OONbLUYIO YaCcTb MOPOKOB
pa3BUTUA NJioga U MapKepbl XPOMOCOMHbIX bone3Heu (6onee 20)



16 17 18

22
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Kaxxgas n3 23 xpomocomMm MoXeT 6bITb NoKpalleHa B cBoun UBeT.Kaxagas xpomocoma
NpoKpaLWMBaETCA B LUTPUX KO .OTO NO3BONSAET YBUOAETb N3MEHEHUE YMCIA U CTPYKTYPbI
XPOMOCOM, B TOM YMCre Npu onyxosneBbiX 3aboneBaHnax. Onyxonesble 3aboneBaHns
NOYTW BCErga cBsi3aHbl C NepecTpomnkamMmn reHoma. XpoMoCOMbI YENOBEKA
NPOHYMepPOBaHbI B nopsiake yobiBaHMA pa3mepa oT 1 go 22.



IOxoH JIaHrgoH XanaoH OayH

BpuTtaHcknn Bpay — reHeTuK
1828-1896

y4eHblW, BnepBbie onncasLLnm
cuHgpom [layHa n HasBaBLUMWA ero
"MoHronuam". amunma gokTopa
COBMagaeT C aHrMUNCKUM CITOBOM,
obosHavaLwmnm "BHM3", B pesynesrarte
4Yero BO3HUMKITO MonynspHoe
3abnyxaeHue o cytn cuHgpoma [ayHa
(YMCTBEHHOWM OTCTarocTn) — ogHako
CUHOPOM HasBaH Tak B 1965 1. Tonbko
N0 MMEHN COBCTBEHHOMY.

(B pycckom si3bike yrnompebrieHue crosa
"OayH" npumeHUMernbHO K f1l00sIM ¢ amou
XpPOMOCOMHOU aHoMarnueu nubo e
Kadyecmee ocKkopbrieHus sierssemcsi
e2py6bnim.)



Puck poxpeHusa pebeHka ¢ cmHgpomom [layHa
3aBMCUT OT Bo3pacTa Matepu. [1nd XXeHwWwuH B Bo3pacTe A0 25 NeT BEPOSATHOCTb
poxaeHuns 6onbHoro pebexnka pasHa 1/1400, oo 30 — 1/1000, B 35 net puck
Bo3pacTtaeT ao 1/350, B 42 rona — o 1/60, a B 49 net — go 1/12. Tem He meHee,
MNOCKOSMbKY MONOAbIE XXEHLMHbI B LLIENOM pOoXatoT ropasgo bonblie geten,
6onbwnHCTBO (80%) BCex 6onbHbIX cuHapomMmom [layHa B AeNCTBUTESTbHOCTHU
poOXAeHbl MOToabIMU XeHwWwMHaMu B Bo3pacTte Ao 30 ner.

CerogHsi B Mype Kaxkabl LLECTUCOTLIN pebeHOK poXaaeTca ¢ CUHAPOMOM
[ayHa

UHAUUCKME yYeHble OOHapYXWUnu, 4to

BEPOATHOCTb POXAEeHUsA pebeHkKa
Cc cMHapomMom [layHa CUNbHO 3aBUCUT OT
Bo3pacTta 6abyLKn Nno MaTepPUHCKOWU FIMHUM:
4yeMm cTaplue oHa Oblina, Korga poxana Aoub,
TeM Bbllle BEPOATHOCTb POXAEHUA OONbHbIX
BHYKOB. JTOT (paKTOp MOXeT OoKa3aTbCs
Gonee 3HaYUMbIM, YeM TPU APYrux,
U3BECTHbIX paHee (BO3pacT MaTepu, BO3pacT
oTuUa U cTeneHb GNM3KOPOACTBEHHOCTU
Opaka).
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NMprnymnHa 60ne3Hn COCTONT B HApYyLLEHUM NMpoLecca PacxoXxaeHUss XpOMOCOM MNpu
obOpasoBaHUKM rameT (SMLEKNETOK U CNnepMaTo3onaoB), B pesyrbrate Yero pebeHoK nosnyyaet ot
matepu (B 90% cnyyaes) unu ot otua (B 10% cnyyaeB) nuwHIO0 21-10 XpoMocomy. Y
bonbwKnHCcTBa 605bHBIX CUMHAPOMOM [layHa nmeetcs Tpu 21-X XpOMOCOMbl BMECTO
MONOXEHHbIX OBYX.



XapakTtepucTuKa.
«MoHronongHbele» rnasa, ManeHbKas OKpyrnas
roflioBa, rnagkasi BnakHad otedHasa Koxa, cyxume

NCTOHYEHHbIE BOSIOCbI, ManeHbKne OKpYyrnblie yLn,
MarieHbKUM HOC, TOSNCTbIE rybbl, NonepeyHble
Oop0o3aKN Ha A3blKe, KOTOPbIN 3a4acTy0 BbICYHYT
HapyXy, Tak Kak He NoMeLL.aeTcs B MNOIOCTH pTa.
[Manbubl KOPOTKNE M TOMCTblE, MU3UHEL, CPABHUTESTBHO
Mars 1 0ObIMHO 3arHyT BOBHYTPb. PaccTosiHne mexay
nepBbiM N BTOPbIM NanbLaMn Ha KUCTAX U cTonax
yBenmyeHo. KoHe4YHOCTN KOPOTKME, POCT, Kak NpaBuso,
3Ha4YNTENBbHO HMXKE HOPMbI. [1ooBblE NPU3HaKK
pa3BuTbl criabo, U, BEPOSITHO, B OOMbLUMHCTBE
cny4aeB CroCcoBOHOCTb K penpoAyKuMn OTCYTCTBYET.
NHTennekT 60sbHbIX 0ObIYHO CHUXXEH 00 YPOBHA
YyMEPEHHON YMCTBEHHOM oTcTanocTtu. KoapdpunumeHT
NHTennekTyanbHoro passntna (IQ) konebnerca mexay
20 n 49, x0T B OTAENbHbIX Cry4YasaX MOXET ObITb
BbILLE UITN HWXKE 3TUX Npeaenos. [laxe y B3pocCrbIX
BONbHbLIX YMCTBEHHOE pa3BUTUE He MpeBbilLaeT
YpOBEHb HOPMAaribHOro CeMUIIETHEro pebeHka.




CuHpgpowm MaTtay

Tpucomusa no 13-n xpomocome
0OHapyXnBaeTcs y HOBOPOXOEHHbIX ¢ YacToTom okosio 1:5000 n ceA3aHa C
LLIMPOKNUM CMNEKTPOM MOPOKOB pa3BuUTmns. Hanboree pacnpocTpaHeHHbIe
nedeKTbl: pacLlenuHbl BepxXHen ryodbl U TBepaoro Heba, Hanmune HenapHou
pe3L0oBOM KOCTU, dHLedanus. QHOOKPUHHbIE HAPYLLUEHNSA, HAapYLUEeHNS
noQKenyao4yHoOM XKenesbl, rmnonsiasus HapyXHbIX MOMOBbIX OPraHoB.




CuHpgpom daBapaca
Tpucomus no 18-n xpomocome
BCTPEYaEeTCs Y HOBOPOXAEHHbIX C YacTOTOM
oT 1:3300 go 1:10 000; y oeBo4ek 6bIBaET B
3 pasa 4vaLle, 4YeM y Manb4mkoB. borbHble
OETN YacTo poXaarTca HEAOHOLLEHHbIMUA
NN NepeHoLLUEHHbIMU. HapyweHus npu
Tpucomum no 18- xpomocome ropasgo
Tshkenee, Yem npu cuHgpome [ayHa; nub
50% poxmBatoT 40 2-MeCSHYHOro BO3pacTa;
10% xunByT 1 rog.

CpenHsa npoaomKUTENbHOCTb XXU3HU
mMane4nkoB — 60, neBo4vek — 280 AHen.
KnuHu4yeckasi kKapmuHa: 4Yepern
HeoObl4YHOW PopMbI (Y3KMIK 10O N LLUMPOKUK
BbICTYNaLLNIA 3aTbIN10K), HU3KOE
PacrosioKeHMe yLen,nopoku cepaua,
CuUnbHas 3agepxKka NCMXmMYeckoro
pa3suTus. [NaBHble HapyLeHns obmeHa
BELLECTB N 3HOOKPUHHbLIE PACCTPONCTRBA,
CuUnbHas 3agep>ka pocTa.



HapyLueva NONOBLIX XPOMOCOM
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CvHppom
KnanHdensrepa.

Kapnotun 6onbHoro XXY. nonncomun
N0 X-XpOMOCOME Yy MY>X4UH
(pacnpocTtpaHeHHOCTb okono 1:500).
Yaule Bcero HabntogaeTca KapmoTun
47 ,XXY (knaccuyeckun BapuaHT
CUHOPOMA), HO BCTpe4arTcs n bonee
pegkne kapuotunbl: 48, XXXY; 49, XXXXY,;
48,XXYY; 49, XXXYY.
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XapakTepHO BbICOKUI POCT,
HenponopLumMoHasribHble KOHEYHOCTU
(Marne4uk 6 nem).




CuHpgpowm WepeweBcKoro -
TepHepa

— 9TO KMMHMYECKOE NPOSABNEHNE aHOMan
OOHOM N3 X-XPOMOCOM Y XeHLUMH. CnHOpOMm
TepHepa B 60% cny4vaeB obycnosneH
MOHOCOMMEN X-XPOMOCOMbI (KapuoTun
45,X). PacnpocTpaHeHHOCTb cpean aeTeu,
poauBLuMxcs xnebiMu, coctaensget 1:5000
(y neBoyek 1:2500). CnHapom
XapakTepunayeTcst MHOXEeCTBEHHbIMU
NopOKaMu pa3BUTUS CKeneTa n BHYTPEHHNX
opraHoB. BaxxHenLune peHoTnnnveckmne
NPU3HaKN: HU3KOPOCSIIOCTb N MOMNHoEe
OTCYTCTBUE ANYHUKOB. [lpyrue npmusHaku:
KOpOTKas Wes C KPbIOBUAHBIMU KOXHbIMU
CKnagkamu, HU3Kasa fIMHUA pocTa BOSOC Ha
3atblfike, bo4koobpasHas rpyaHas KneTtka,
HapyweHue nponopuunn nuua, O-obpasHoe
NCKpUBEHME pyK (OedopmMaunst NOKTEBLIX
cycTaBoB), X-06pa3HOe UCKPMBNEHNE HOT.



