Paboty BbinonHuna crygeHtka TMK
1 Kypca 101 rpynnbl : [NMawyk KceHnga
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Knaccudpurkaumsa XpoMOCOMHbIX bonesen.

OMOCOMHbI& GoMe3HM - 9TO OornbLUas rpynna BPOXAEeHHbIX
ACe/ICTBEHHbIX %Jl'lesHen. OHu 3aHMMaOT O4HO N3 BEAYLNX MECT B
ypefHagneaCTBEHHON naToiornm Yenoeeka. [1o gaHHbIM -

: e[10BaHNN cpean HOBOPOXXAEHHbIX AETEN YacToTa
| ormn coctaengdert 0,6-1,0%. Camas BbiCOKad 4acTtoTa
HOW f1e dho%m (Ao 76%) 3acdbuKkcupoBaHa B MaTepuarne paHHUX
HbEabopTYCOB.

CRezoBarensHo, 00nbULMHCTBO XPOMOCOMHbIX aHOManunm y Yernoseka
MECTUMO-[aXeC padHMN 3TanaMmn amopuoreHesa. Takune

bitL SFIVIVIMHPYIOTCS BO BpEMSA MMNnaHTauunm (7-14-e oHu

ATNA), 4TQ KNUEMYECKN, NPOABNAETCA Kak 3aJepXXka unu BbinageHne
CTRYaNbROoro uinkna. Mekotopast HacTb aMOPMOHOB rMOHET BCKOpE
AMAGAHTAUNU (paHHNe Bbikuabiwmn). CpaBHUTENBHO HEMHOIME
BapuaHTbl HYCNOBLIX aHOMarnMm XpoMocoM COBMECTUMbI C
nocTHaTanbHbIM Ra3BUTUEM N BEAYT K XPOMOCOMHbIM 3a60neBaHnsAm
(KyreloB §H'I $079 )

XpOoMOCOMHbBIE 60riEgHN MOSBASAIOTCSA BCNEeACTBUE NOBPEXAEHNIN FeHOMa,
BO3HMKAIOLLX NpU.CO3pEeBaHNN raMeT, B NpoLiecce onnogoTBOPEHNS Unu
Ha paHHUX Graguax opobneHns 3anrotbl. Bce XpoMoCoMHble 6onesHu MmoryT
ObITb pasge el?%-l;la Tpu bonbLune rpynnbl: 1) cBA3aHHblE C HAPYLIEHNEM

M HOGTI 2) 6OVCITOBINEeHHbIe HAabVLLeHneM Yymncina XpoMocom: 3)




A UROLOM Tialliay (ITIPUCOMUA 110 XPOMOCOMC

=y i - * BonbHbIE UMEIOT TSXKENbIE
aHoManum CTPOEeHUs:
CuHapom lNaTtay pacLLenfeHne MArkoro u
~ TBEpAoro Heba, HezapalleHue
S rybbl, HegopasBuTMeE UNN
m OTCYTCTBME rnas, HenpaBuIibHO
& A ¥ cdoopmMmMpoBaHHbIE HU3KO
% NOCaXXEHHbIE YLUN,

‘ : 0edopmMnpoBaHHbIe KOCTU PYK U

o CTOMbIl, MHOFOYMCIIEHHbIE

cepaua (aedekTbl NneperopoaokK u
KPpYMnHbIX cocyaoB). [nybokas

XX % nonotus. NpoaomK1TenbHOCTb
- XXU3HW OeTen MeHbLue roaa, Yyalle
=/ L A 7.2 mecalla MonvngaiivoHHAaga

HapyLUEHNA CO CTOPOHDI
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/ BHYTPEHHNX OPraHOB, HANMPUMEP
:9' OTMeYEeHbl BPOXAOEHHbIE NMOPOKHA
g
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BornbHble MeT y3Knu 1100 U

LLUIMPOKUI BbICTYMaKLLMA 3aTbINOK,

OYE€Hb HMU3KO PACMOJIOKEHHbIE

0ePOpPMUPOBAHHbIE YL,

HeJopa3BUTUE HUXKHEWN YENIOCTN,

LML||/|p0|<|/|e M KOPOTKME NarbLlbl PyK.
3

BHYTPEHHMX NMOPOKOB CrieayeT
OTMETUTb KOMOUHUPOBAHHLIE
MOPOKM cepaeyHO-COoCyanCTOon
CUCTEMBI, HE3aBepPLLUEHHbIN
NOBOPOT KMULLEYHUKA NMOPOKU
pa3BuTUS nodyek un np.. letn c
CUHOPOMOM 3ABapAaca UMEKT
Marnyl Maccy Tena rnpu poXxgeHuu.
OTmevaeTcs 3agepxka
NCUXOMOTOPHOrO

Pa3BUTUS, NONOTUS U
NMMOELNbHOCTb.
[1poOoMKUTENBHOCTL XXU3HU A0
roga - 2-3 mecdua. [lonynaymoHHagq
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CuHOpoM [JayHa (mpucomusi XxpOMOCOMbI 21)
\—J PR = = DBnepsBble onncaH B 1866 roay

aHrMUUCKNM Bpadom [JayHoM.
[TlonynaynoHHasa YyacTtoTa 1
cnydau Ha 600-700
HOBOPOXOEHHbLIX AeTen. HacrtoTa
pPOXOeHNa aeTen ¢ AaHHbIM
CUHOPOMOM 3aBUCUT OT
BO3pacTa MaTepu 1 pe3sko
yBenunymBaeTcsd nocne 35 ner.
LinToreHeTn4yeckne BapmaHThl
O4Y€eHb pa3HoOObpa3sHbI, HO OKOJSIO
Puc. 15. C. [layHa (6) BBEPXY (8)
BHU3Y




" OTMeueHbl Mo3anyHble (POPMbI CUHAPOMA

B (2%), pobepTCOHOBCKME TPAHCNOKALIMOHHbIE
S BapuaHThbl (4%). Okono 50%
TPaHCNOKaLMOHHbIX POPM HacnegyTcd OT
pooutTenen n 50% ABnNATCA MyTauuamu de
novo. KpUTU4ECKUM CETMEHTOM,
OTBETCTBEHHbLIM 32 OPMMPOBAHME
OCHOBHbIX MPU3HAKOB CUHAPOMA, ABNSETCH
obnacTtb 21qg22.

BonbHbIE MMEKT YKOPOYEHHbIE KOHEYHOCTMN,
ManeHbKWIA Yeper, NNOCKOEe U LUNPOKOoe
nepeHochbe, Y3Kne, C KOCbIM pa3pe3om
rnasHble LWenu, HaBucaroLLy cknaaky
BEPXHEro Beka — anMKaHT, U30bITOK KOXM Ha

A LLIee, KOPOTKME KOHEYHOCTHN, NonepeyHas

yeTblpexnanbueBas rnagoHHas ckrnagka
(0be3bsAHbA Bopo3aa). 13 NopoKoB
3 a® i | BHYTPEHHNX OpraHoB YacTo OTMeYarTCH
— : . BPOXXOEHHbIE MOPOKU cepaLa 1 XXenyago4Ho-
>/ %}v - KULLIEYHOro TpaKTa, KOTopble N onpeaenstoT

5 L/F NPOOOIMKNTENTBHOCTb XXNU3HU DONbHbLIX.

,% « & apakTepHa ncuxmyeckasi oTcTarnocTb

., e ® cpefHen cTeneHn Taxectu. [letn c

& g cnHgpomom [layHa 4acTo nackoBble U

g NpUBSA34YMBbIE, MOCITYLLHbIE U
& T BHUMATenbHbIe XX3HecnocoOHOCTb X



—CuHOpOMm LllepewescKkozo- I epHepa

1OHOCDMUS X-XPOMOCBMHie nmetot HeBonbLLIOM PoCT,
i o OouKkoObpa3Hyto rpyaHyHo KNeTKy,
LLIMPOKKME MNeYn, y3KNUm Tas,
KOPOYEHHbIEe HUKHNE KOHEYHOCTH.

CuHppom LLiepewesckoro-TepHepa YeHb XapaKkTepHbI NPU3HaK -
KOpPOTKas Les CO CKagkamMu KOXu,
MayLwnmMmm ot 3aThbinka (Leqa cpuHkca). Y
HUX HabnogaeTcs HU3KMKU POCT BOSOC
Ha 3aTbIfKe, r’MNeprnuMrMeHTaUns Koxm,
CHUXKEHNE 3pEHNS U cnyxa.
BHyTpeHHME yrnbl a3 pacnonaratoTcs
BblLLie HapyXXHbIX. HacTo BCTpeyatoTcH
BPOXOEHHbIE MOPOKU cepaLa v noyek. Y
DOsIbHbIX BbISIBNSIETCA HEQOPA3BUTUE
ANYHUKOB. becnnoaHbl.
VHTennekTyansHoe pasBuTue B
npenenax HopmMmbl. OTMeYaeTca 5
HekoTopas UHPAHTUITBHOCTb 3MOLINW,
HEeYyCTONYMBOCTb HACTPOEHMUS. bornbHble
OOCTaTO4YHO XKM3HECTMOCOOHbI.

www.fpptinfo




—CUHOPOM r1o51iucoMuu X-XpomMOCOMbI
_(Touncammm X)

LiInToreHeTn4YeCKn BbIABNSAIOTCS g)Oprl
47,XXX, 48, XXXX 1 49, XXXXX.
yBenm4eHneMm vmcria X XpoMoCOMbI
HapacTaeT cTeneHb OTKIMOHEHUW OT
HOPMbI. Y XXEHLUWH C TeTpa- u
NneHTacoMmen X onmcaHbl OTKITIOHEHUSA B
YMCTBEHHOM pPasBUTUN, aHOMaINK
CKeneTta u NosioBbIX gé)raHOB. KeHLWNHbI
C Kapuotunom 47,XXX B NOrNHOW nnu
MO3an4yHoU PopMe B OCHOBHOM UMEIT
HOopMasibHOe U3n4ecKoe n
Ncuxmyeckoe pa3BUTUE, a UHTENIIEKT - B
npenenax HMKHeEN rpaHuLbl HOpMbI. Y
STUX XEHLUMH NMeEeTCA pAa HEPE3KUX
OTKNOHEHUN B PU3NYECKOM pa3BUTUN,
HapyLweHUs QyHKUUN ANYHUKOB,
npexaneBpeMeHHbIN KNMMaKc, 0gHaKo
a. J C. OHU MOTYT UMETb NOTOMCTBO.

| [lonynaunoHHasa YyactoTa 1 Ha 1000
'HOBOPOXAEHHbIX AEBOYEK.




CuHdpem KnaliHgpensmepa.

[TlonynaunoHHasa YactoTta 1 Ha 1000

CvHapom KnanHdenvrepa (1) v MailbimkoB. LintoreHetnueckme
BapuaHTbl CMHApPOMa MOryT ObITb
cuHapom TepHepa-LLUepeweBsckoro (2) pasnNuNyHbl: 47 .XXY: 48 XXYY; 48 XXXY;

49 . XXXXY. OTMeuYeHbl KaK norHble, Tak u
MO3aun4dHble PpopMbl. BonbHbIE BLICOKOIO
pocTa C HenponopLnoHanbHO ANTMHHLIMU
KOHeYHOCTAMU. B neTctee otnnyaroTcH
XPYMKUM TeNocnoXeHnewm, a nocne 40
neT cTpagaloT OXKUpEeHNeEM. Y HUX
pa3BMBaETCA aCTEHUYECKNN UK
€BHYXOBWAHbIW TUM TEMNOCIIOXEHUSA: Y3KNe
nreyu, LMPOKNKU Tas, XKMPOOTIOXKEHME MO
XXEHCKOMY Tuny, cnabo passuTa
MYyCKynaTtypa, CKyaHasi paCTUTENbHOCTb
Ha nuue. bonbHbIE NMEKT HegopasBuUTHe
CEMEHHUKOB, OTCYTCTBME
cnepmartoreHesa, CHUXeHUe NnosioBoro
BIeYEHNA, UMMOTeHUMA 1 becnnogue.
Ob6bI4YHO pa3BMBaeTCH YMCTBEHHAS
X & kT oTcTanoctb. Koad@ULUMEHT NHTENSEKTA
2 g HxXe 80.
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M "Kowa4bez2o Kpuka" (MOHOCOMUS 5p)

[lnarHocTnyeckmmm npmsHakamu
3aboneBaHuda ABNAIOTCA:
MUKpouedanuns, HeOObIYHBLIN KPUK K
nra4y, HaNnoOMUHAaKLLIMN MSAYKaHbE KOLLIKU
(OCODEHHO B NepBble HeJeNM nocne
POXOEHUS); aHTUMOHIONOUAHbIN pa3pes
rnas, kocornasue, nyHoobpasHoe numuo,
LLMPOKada nepeHocuLa. YuiHble pakoBUHbI
HWU3KO NOCaXXeHbI U AeOpPMNPOBaHbI.
NmeeTcd nonepeyHas nagoHHaa
CKragka, aHoManum CTPOEHUs KUCTEN U
nanbLUeB. YMCTBEHHAs OTCTaNoCTb B
ctagum nmbeuunnbHocrn. HyxHo
OTMETUTb, YTO TaKne NPU3HaKN Kak
nyHoOBpasHoe NULOo U KoLayvni KpUK C
BO3pacTOM CrnaxmBatoTcd, a
MUKpoLiedanums n kocornasme
BbISIBNSAOTCA O0siee oT4eTNnBO.
[TpoaoMKNTENBHOCTL XKU3HU 3aBUCUT OT
TSXKECTU BPOXKAEHHbLIX NOPOKOB Pa3BUTUS
BHYTPEHHNX OpPraHoB. BOMbLUMHCTBO
BOIbHLIX NOrMdatoT B NepBbIe roabl
XXUBHW.
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: Se BonbHble ¢ peTnHobnacTomon -

*, 3110Ka4eCTBEHHOWM OMNMyX0ribio ceT4yaTky rnasa,
cocTaBnAT 0,6-0,8% OT Yncna BCex DOMNbHbIX C
OHKO3aborneBaHUsAMWN. ITO NepBas ONyxonb,
AN KOTOPOK yCTaHOBMNEHa CBA3b C
XpOMOCOMHOW natonorvein. LintoreHetnyecku
npv faHHoMm 3aboresaHnm BbIABMNAETCS
MUKpogereunsa 13 XxpoMoCOMbl, CEerMeHTa
13g14. Kpome Mmukpogeneuum BCTpeyaroTcs
MO3aunyHble POPMbI U TPAHCNOKALNOHHbIE
BapuaHTbl. OnMcaHo HECKOMbKO Criy4Yaes
TpaHcnokaunm cermeHTa 13 xpomMocombl Ha X-
XPOMOCOMY.

He oTMe4yeHOo Koppenaumn mexay pasmepamu
aeneunpoBaHHOro goparmeHTa um
€HOTUNNYECKUMU NMPOABNEHUAMMN.
abonesaHne 0ObIYHO HA4YMHAETCA B BO3pacTe
OKoIo 1,5 neT v nepBbIMU NPU3HaKaMu
ABNAKTCA CBEeYeHWe 3padkoB, BANasa peakums
3payka Ha CBET, a 3aTEM U CHUXKEHNE 3peHns
BMNOTb A0 cnenotbl. OCrnoXHeHnamm
peTnHobnacToMbl ABMNAKTCA OTCIIOMKa
ceTyaTku, BTopu4yHagd rnaykoma. B 1986 roay B
KPUTUYECKOM cermeHTe 13ql4 obHapy»KeH rex-
cynpeccop onyxonin RBI, KOToOpbIN ABUNCA
nepBbliM aHTUOHKOreHOM, OOHaPV)KEeHHbIM V

dbnacmoma.




Moo 3a BHUMaHue !
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bonbHbIe, cTpagarowme CUHOAPOMOM
bntoma (BS) xapaktepmayTca KpanHe
MarnbiM BECOM NPU POXOEHUN U
OCTaHOBKOW pOCTa, MY>XCKUM
rMnoroHagn3mMmom, CHUXXeHHOU
depTUNBLHOCTLIO U paHHEN MeHoMnay30oU
Y XKEHLLUWH, NpeapacnosioXXeHHOCTbIO K
aonabety n HoBoobpasoBaHuAM. Ha nuue
Nnoa BO3JENCTBMEM CBETA pa3BMBAETCS
XapakTepHas TeneaHrnakrasna B goopme
"©abo4kKn", ronosa O0OMbHLIX YOSIMHEHA, Y
HUX PE3KO CHMXKEH MUMMYHUTET N OHU
nerko noaBepXXeHbl MHPeKUunam. B
OCHOBHOW nonynauum 6osibHbIe BS
KpanHe peaku, HO B NOoNyrnsumnm eBpeeB-
allKkeHasun YacTtoTa 3aborieBaHus
nocturaet 1: 58 000. Ota bones3Hb
SABNSAETCA ayTOCOMHbIM PELIECCUBHbBIM
3aboneBaHmem.



