CungpoMm MapTtuHa - besn

(cuHApPOM JIOMKOM X-XpoMOcoMbl, FraX-cuHapom).




HMcTopus 3a00/1eBaHMSA

- 1943r. [Ixenmc MapTtunHom n [xynnen benn 6bina
ornMcaHa ceMb$, rae YMCTBEHHAsA OTCTanoCTb

HacliegoBasiacb no Tuny cuernjieHHoOMy C noJsyiom.

B 2-x nokoneHusix 60nbLion cemMbn n3 AHMnmn HacumTbiBanoch 11 YMCTBEHHO
OTCTalbIX MY>XX4YUH N 2 XEHLLWHbI ¢ bonee nerknum UHTEIJ1eKTYyalJIbHbIM Ll,ereKTOM.

- 1969r epbepT J1abc ykaszan Ha XxapakTePHYHO
LINTOreHETNYECKYI0 aHOManuto y 60nbHbIX AeTeN.




BTopr4Has nepeTsHKKa He
IJIMHHOM I1j1eye X-
XPOMOCOMBI,
MpeBpallaouias KOHel]
JIJIMHHOTO IjleYa B
XPOMOCOMHBIN CIyTHUK.

p
/-



Takas x-xpoMocoMa Ha3BaHa
MapKepHOM UJIN JIOMKOH, a
00/1aCTh BTODUYHOU MEePETDKKU-

JIOMKHUM Y4dCTKOM.




1977r. 'paHT CanepnaHg BoCNpou3Bern
pesyneTathl J1abca, ycTaHOBUI, YTO NTIOMKUM
YHaCTOK X-XPOMOCOMbI NPOABNAETCA TOMNbKO Npw
BblpallMBaHNU KIETOK YCNOBUAX HEXBATKA
doonneBoun KNCNOThI. A TakXe OH CBA3an BOeanHO
X-CLENMNEeHHY YMCTBEHHYIO OTCTasI0CTb C
LMTOreHETUYECKNMU N3MEHEHUAMMW.




IOTHUOJIOTUS

X-cLuenrieHHoe HacnegoBaHue

[TpnynHa 6onesHun: yBenmyeHne KonnyecTaa
TPUHYKNeoTuaHbIX nosTopoB LII'T B npomoTope reHa
FMR1, nexauwiero Ha ANTMHHOM Nfie4e X-XPOMOCOMbI B
cermeHTe Xq2/

B N 6-54 noBtopa

< 200 «npebone3Hb»

YeenunueHune >200 nonHaga mytaymsa — npomcxoguT BO
BpeMs MeNo3a y matepu




Genetic carrier LTI non-
for Fragile X - ¥ carrier
syndrome : i fothor
[mother) P

LEGEND: X' =
rocossive faulty gene
on X chromosone

| X' = working

gone copy

| genetic corrier non- affected non.
for Fragile X carrior with Fragile X carrier
syndrome syndrome
— Girls — L— govs —

lovtofdchonce 1outofdchonce 1 outof 4chonce 1 outof 4 chonce
25% 25% 25% 25%




HacroTa BcTpeyaeMoCTH B
TOMY/ISILIUUA

CornacHo nonynsiLuMoHHbIM UCCeaoBaHUAM:
Cpeau 6enoro HaceneHusi ot 1/3717 o 1/8918

Cpeav 60rbHbIX YMCTBEHHOM OTCTANOCTHIO JIOMKYHO
XpoMocoMy Haxogunuy 5,9% d' n0,7% Q.







BecnopsagovyHoe maxaHue pykamu Unmn KycaHue mx
(60%)
N3beranme vyxoro B3rngga (90%)

CWHAPOM HapyLLEHUSI BHUMAHUA C
rMNepakTUBHOCTLIO

N3NULLIHAS BOCMPUMMYMBOCTb K BHELLIHUM
pasapaxuTenam

Aytnam (60%)

Makpouedranua B paHHeM OeTCTBe
LLInpokun HoC

bonbLlune oTToNbIPEHHbIE YLUN
Makpoopxunam
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Mapruna
MaccHenLIi noabopnaox

XPOMOCOMUK
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TeyeHUe U 11aTOTEeHe3

I'Iponon>|<|/|T. XN3HUN — HOPpMaJibHasA

B nepBble rogbl )XU3HM CKOPOCTb POCTa HECKOSbKO
yBenM4yeHa

[MpnobpeTeHne agBuraTenbHbIX HABbIKOB 3aMeaAJIEHO

Makpoopxmam M. 6. B JeTCTBe, HO YalLlie nocne nor.
cOo3peBaHus

[Mpn3Hakn ayTrama: HeyCua4MBOCTb, Nepenaapbl
HaCTPOEHMUS, KyCaHMe PYK.
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PecrpukTupyrowmii

hepMeHT
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BnoTTuHr

Papnoasrorpacua
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KorHMTMBHO-NoBeAeH4eckasi Tepanus
Cneundonyeckoro obyveHune

donnesas kKucnora
[TcnxocTnmynaTopbl
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