HETUYHECKUNE
OMaJiMmn 4eJioBeEKa

ABTOp:
AJOPOOHNLbIHA Jlapuca BacunbeBHa
yunTenb BMonorMm BeICLLEN KaTeropum
MAQOY «I'mumHa3sua Ne3» r. CapaTtoB




eHeTnuyeckue 6on1esHm

[eHeTnyeckmne 60e3Hu - 3TO
6one3Hun, BbI3BaHHble KaKon-nnbo
NepecTporkon reHHOW CTPYKTYpbl
yesioBeka. BbiaensaoT reHHble n
XPOMOCOMHble 60ne3HN. eHHble
6one3Hn - 3aboneBaHunsd,
BO3HMKAOLWME B pe3ybTaTe
noppexaeHna AHK Ha ypoBHe
reHa. XpoOMOCOMHbIe 60n1e3Hu
obycnoBneHbl reHOMHbIMU
MyTaLUUSMUN UIN CTPYKTYPHbIMU
N3MEHEHUSMN OTAENbHbIX
XPOMOCOM.,




® Jlo 5% HOBOPOXAEHHbIX POXAAKTCH C FreHETUYECKMMM aHOMannamm (Bcero
HacuuTbliBaeTcs okosno 4500 reHeTUYeCKUx CMHAPOMOB), 4Yalle BCEro ero
BblpaaeTcq B aHOMaSIMAX pa3BUTUS KOHEYHOCTEN, NO3BOHOYHMKA, Yepena
U nuua, BHYTPEHHUX OpraHoB, Mo3ra.

® K coXxaneHuto, MHOrMe poauTEeNN OTKa3bIBAOTCA OT Taknx AeTeNn (eLlé B
poAAOME), U AETU BbIHYXXEHbl KOPOTaTb

CBOM AHM B [loMe MantoTKY, 3aTeM B
JeTckoM aome, a oTTyaa (Npu OTCYTCTBUN
HaAJieXallmx pa3BmMBatoLWLMX 3aHATUN)
npsaMasd opora B NOXM3HEHHbIN
NaHCUOHAT A/19 MHBAINAOB.

YCbIHOBAAKT TakKUX AETen BeCbMa peako.

® Ho B nocneaHee BpeMsa B Poccum n CHI
Ha4ya/IMCb NPOrpeccuBHbIE NOABUXXKN B
3TOM Bonpoce (Ha 3anage-To u3gaBHa
OTHOLUEeHMEe K UHBanmagam CoBCeM aApyroe,
OHW OKpY>XeHbl 3a60TON N BHUMaAHUEM),
co3aarTcsa Kybbl ans obuweHns MHBannaos,
yuyebHble KypCbl A5 MOAy4YeHUs XoTs Obl
NpOCTENLLNX CNeunanbHOCTEN, OKa3blBAETCS
MOMOLLb B NOArOTOBKE B BY3bl U Tak aanee.




CvMHOPOM «KOoLWlaybero Kpuka»
YactoTta po>xxaaemoctm — 1:45000

CnHAPOM «KOLWaybero Kpuka»(CUHApoM JlexeHa) —
3aboneBaHne, pa3BuBaloLWMeEECs B pe3ysbTaTe noTepu
HEBO0/IbLIOro y4acTka 5 XpoOMOCOMbI. Y AETEN C 3TON
XPOMOCOMHOM aHOManMen oTMeYyaeTcs HeobblYHbIN nay,
HanoMmnHaowmimm TpeboBaTenbHOE Kowaybe MyKaHbe Uiu
KpuK. 3Ta natonoruns beina onmcaHa B 1963 r. [x. JlexXeHOoM.
Ana noCTaHOBKM AMarHosa Heo6xoamMMo NpUMeEHNTb
OHTOrEHETUYECKUI MErog.

KnnHnyeckasa KapTuHa CMHAPOMa AOBOJ/IbHO CUJTbHO
BapbUpyeTCcs Yy OTAEe/IbHbIX 60MIbHbIX MO COYETaHUIO
BPOXAEHHbIX MOPOKOB pa3BUTUS opraHosB. Hanbonee
XapaKTepHbIM Npu3Hak - "kKowaumm Kpuk" - obycnosneH
W3MEHEHWEM ropTaHU: Cy>XeHWeM ropTaHu, HaaropTaHHUK
Hebosnbline pa3mMepoB, UMeeTCa HeobblyHas CkNaayaToCcTb
CNM3nNCTOon 060/104KM FOPTaHU, K TOMY Xe XPSALLN ropTaHHOM
TPYOKU UMEKT MATKYH KOHCUCTEHLMIO.

Y 60nbLWKMHCTBA 60/IbHLIX UMEIOTCH T€ UAN UHbIE N3MEHEHUS
MO3roBOro Yyepena u nuua: nyHoobpasHoe nmuo,
MUKpouedanms, MUKpOreH1sl, aHTUMOHIOJIONAHbIN pa3pe3
rnas, Bbicokoe Hebo, nnockas CnMHKa Hoca, Aedopmauns
YLWHbIX PpaKoBUH. TsxecTb 3abonesaHns 3aBUCUT OT
HapyLlleHnsa BHYTPUYTPOOHOIro passuTUs: MaTonornm
CEpPAEYHO-COCYANCTON, MOUEBBIAENNTENbHOW, AblXaTENbHOM U
nuLieBapuUTenbHOn cmcteM. I3MeHeHUs cO CTOPOHbI ONMOPHO-
ABUraTeNbHOro annapara NposiBASKTCA KOXHbIMU
CpalleHnaMN nanbuesB CTON U KUCTen, KOCoManocTblo,
CUCTEMHbIM CHM)KEHMEM TOHYCa MbILIL, OTMeYaeTcs
pacxoXxaeHue nNpsiMbiX MbILL, XXUBOTA.




Mo mepe B3pocneHMﬂ6pe6eH|<a
oAHW nposiBneHns 3aboneBaHuns
MOryT ncyesaTb, K NpuMepy,
nyHoobpa3zHasa popmMma nuua,
«KOWAaynn Kpunk», a gpyrue
(Heaopa3BUTUE MO3roOBbIX
CTPYKTYpP) NpOrpeccupyroT, 4Tto B
6onee no3aHeM Bo3pacTe
NPOSABUTCH 3HAYUTENbHbIM
CHWXEHNEM MHTEeNNeKTa.

Ha npoaomKnTenbHOCTb XU3HU
TakKuMX AeTen BO MHOIMOM BJIUSAET:
TAXECTb MMEIOLLUNXCA NOPOKOB
Pa3BUTUS, BblpaXXeHHOCTb 0bLen
KITUHNYECKOWN KapTUHBI
3aboneBaHnsg, a TakXXe yYpoBEHb
MeaNLMNHCKOW NMOMOLUM U Ka4yeCTBO
gxo,u,a. [NopaBngollee 4

onbWMHCTBO, 6onee 90%, neten
nornbaeT B NepBbiv rof XXU3HN,
Hebonbwasa YyacTtb 3-5% poxueaer
ﬁo AecaTuneTHero Bo3pacTa.

MelTCH cBeaeHUs! 0 60NIbHbIX,
AOXUBLUNX A0 NATUAECATUNETHErOo
BO3pacTa.
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XpomocomHbIl Habop 6ornbHOU ¢ cuHOpomom JlexxeHa: epyrnnosasi
(om A do G) u uHOusudyarbHas udeHmughukayusi XpOMOCoM
(cmperkol yka3aH deghekm KOpOomKoe0 risieda XpoMocombl 5-U
rnapbl, Bmopasi XpOMOCoMa He USMEHEHA).

PebeHok ¢ cuHOpomom
JlexxeHa e so3pacme 4
OHel: nnyHoobpa3sHoe
Jluyo, Kocou pa3spes anas ¢
OnyWeHHbIMU HapyXHbIMU
yanamu, HeCKOJIbKO
YAIOUWEHHbIU HOC, HU3KO
pacrosioXeHHble YUIHbIe
PaKoBUHBbI.

PebeHok ¢ cuHOpomom
JlexxeHa eo3pacme 4 nem.



YactoTta po>xaaemoctu — 1:700
(n3-3a npeHaTaNIbHOW ANArHOCTUKM YacToTa

vynana o 1:1100)

e CuHapom [layHa, BPOXAEHHOE HapyLleHne pasBuUTUS, NposiBASOLLEECS
YMCTBEHHOW OTCTa/IOCTblO, HApPYLUEHMUEM POCTa KOCTEN U APYrMMMU
N3NYECKMMN aHOManNMUsAMM. ITO OJIHA U3 Hanbosiee pacnpoCTPaHEHHbIX
OPM YMCTBEHHOMW OTCTaJIOCTU; eto cTpagaeT npumepHo 10% 60nbHbIX,
NOCTYNaloLWmnX B NCUXmaTpnyeckmne nevyedbHuLbl.

[Ona 6onbHbIX ¢ cMHapoMOM [layHa xapakTepHO
coxpaHeHne PU3N4YECKNX YepT, CBOMCTBEHHbLIX PaHHEN
cTagun pasBuTus Nnoga, B TOM YNCNE Y3KUX PaCKOChIX
rnas, npugatowmx 60sibHbIM BHELLHEE CXOACTBO C
nogbMN MOHIONTOMOHOM pachkl, YTO Jano ocHoBaHue Jl.
[ayHy Ha3BaTb B 1866 faHHoe 3aborieBaHne
«MOHIOSIN3MOMY» U NPEeaNOXUTb OLLMOOYHYIO TEOPUIO
pacoBOM perpeccuun, unn 3BosIOLMOHHOrO oTkarta. Ha
camMom ferne cuHgpom [layHa He CBA3aH C pacoBbIMU
OCODEHHOCTSAMM 1 BCTpeYaeTcs y NpeacTaBuUTeNnen BCex
pac. CUHOPOM yaanochb 3KCnepuMeHTanbHO
BOCIMPOU3BECTU Y KPbIC NYTEM PEHTTEHOBCKOIrO
obny4yeHns ambpnoHa Ha 12—13-1 oeHb 6eEpPEMEHHOCTM.



¢ Xapaktepucrtuka. [1oM1UMO yXXe_ yNnoOMUHaBLUUXCH
0CobeHHOCTEeN CTpoeHus rna3 y 60/IbHbIX C
CUHApPOMOM [layHa BbISIBNAKOTCA N Apyrue
XapaKTepHble MpuU3HaKn: ManeHbKas oKpyrnas
roJloBa, rnagkas BnaxkHad oTeyHad KoXa, cyxue
WCTOHYEHHbIE BOIOCbI, MaJieHbKNE OKpYyrfble yLlu,
MasieHbKWIN HOC, TOJICTbIE ry6Obl, NonepeyHble
60p034KKN Ha A3blKe, KOTOPbIXA 3a4acTyl0 BbICYHYT
HapyXy, TaK KakK He noMeLlaeTcsa B NnosIoCTu pra.
[Manbubl KOPOTKUE M TOJNICTbIE, MU3UHEL,
CPaBHUTENBbHO Man U 06bI4YHO 3arHyT BOBHYTPb.
PacctosasHne mMexay rnepsbiM U BTOPbIM MasbUaMu
Ha KUCTAX U CTOoMax yBennyeHo. KoHeyHoCTH
KOPOTKWME, POCT, KaK MpaBuio, 3HAUYNTENIbHO HUXE
HOpMbI. [10/10BblIE NPpU3HAKK pa3BuTbl cabo, u,
BEPOSATHO, B 60/bLUMHCTBE C/llydyaeB CNOCOOHOCTb K
penpoayKunmn OoTCYTCTBYET.

NHTennekT 605bHbIX 0BbIYHO CHUKEH 00 YPOBHS YMEPEHHOM
YMCTBEHHOUW oTCcTanoctu. KoappuuneHTt nHtennekryanbHoro
pa3sutus (1Q) konebnetca mexay 20 1 49, xoTa B OTAESbHbIX
cny4vasx MOXeT ObITb BbILLE UITN HUXKe 3TUX npeaesnos. axe y
B3pOCIibIX D0SIbHbIX YMCTBEHHOE Pa3BUTME HE NPEBLILLAET YPOBEHb
HOpManbHOro cemuneTHero pebeHka. B pykosoacTBax
TpaauLMOHHO ONUCLIBAKOTCS Takne 4epTbl BOMNbHbIX C CUHOPOMOM
[ayHa, Kak NOKOPHOCTb, MO3BONSAOLLAS M XOPOLLO
npucnocabnueaTbCs K 60bHUYHOWN KU3HU, NTACKOBOCTD,
coyeTaroLmecd ¢ yrnpsiMcTBOM, OTCYTCTBMEM MMOKOCTU, CKITOHHOCTb
K nogpakaTtenbCTBY, a Takke YyBCTBO pUTMa U Nob0Bb K TaHUAM.
OpgHako cuctemMaTnyeckme ncecrnegoBaHus, NnpoBeaeHHbIe B AHMIAN
n CLWA, He noaTBepKaatoT aToT obpas.




MpuyunHbI. B KayecTBe BO3MOXXHbIX NPUYMH
cuHAapoMa [layHa paccMaTpuBanInCb MHOrmne
(bakTopbl, HO B HacTosiLEee BpeMSA YCTAaHOBJIEHO, YTO
B OCHOBE ero J1IeXXUT aHOMaima XpOMOCOM: finua,
cTpagarume 3TMM pacCTpOUCTBOM, UMEIOT, KakK
npaBuno, 47 XpoMOCOM BMECTO HOpMasibHbIX 46.
[JononHuTeNnbHas XpoMocoMa ABASETCS pe3y/ibTaToM
HapyLWeHHOro co3peBaHns NONOBLIX KEeTOK. B HopMe
Npu AeNeHNN He3penblX MNO0BbIX KNEeTOK NnapHble
XPOMOCOMbI pacxoasaTCs, N Kaxaas 3pesiasi nonosas
K/1ieTKa nosydyaeT 23 XpoMocoMbl. Bo BpeMms
OMNJI0A0TBOPEHUS, T.€. C/IUSSHUS MAaTEPUHCKOWN U
OTLLOBCKOW KJIETKW, HOpMasibHbI Habop XpOMOCOM
BOCCTaHaBnuBaeTcsa (cMm. Takxe DMBPUOJIOIMNA). B
OCHOBEe cMHApOMa [layHa nexuT HepacxoXaeHue
OAHOMN U3 XPOMOCOMHbIX nap, obo3HavaeMomn Kak 21-
. B pe3ynbTate y pebeHka NosaBNSAETCS NULWHSASA
(TpeTtbsl) 21-9 XpoMOCOMa. DTO COCTOSIHME
Ha3blBaeTCcs TpMcoMmen no 21-m nape XpoMoOCoM.
XoTsa B nogasnsoweM 601bLINHCTBE Cy4daes npu
cuHapoMe [layHa obHapyXunBaeTcss MMEHHO 3Ta
TPUCOMUSA, KpanHe peaKo BCTpevarTcsa u gpyrme
XPOMOCOMHbIE aHOMasnu.




[eHeTnyeckne nccnenoBaHmnsa Ha NI0AO0BbIX MyLlKax (Apo3oduniax) nokasanu, 4To
Ba>XHENLLUUM (PaKTOpPOM, onpeaenaioWmMM HeEpACXoXAeHNEe XPOMOCOM Mpu CO3peBaHUN
ANLEKNETKN, SABMSETCS BO3pacT MaTepun. B oTHoweHun cuHapoma [layHa yxe AaBHO 6bi10
M3BECTHO, YTO BEPOSAATHOCTb poXAeHMs 60bHOro pebeHka pacTeT C yBe/IMYEHMEM BO3pacTa
MaTtepu, NpMyeM TeMm bbICTpee, YEM OHa cTapliue. Yncno aeten C 3TUM CUHAPOMOM,
NOSBUBLLUMXCSH Y MaTepen nocne 35 neTt, 3Ha4YUTENbHO Bbilwe, 4eM y 6onee monoabix. o
3TOW NPUYMHE Bpayu 4acTo COBETYIOT byaywmm MaTepsiM, Yen BO3pacT npeBbiwaeT 35 ner,
NnpuberHyTb K aMHMOLEHTE3Y, T.€. npoueaype nony4deHms obpasua oKONOMNA0AHbIX BOA ANS
aHa/iM3a XpOMOCOMHOIO COCTaBa KJ/ETOK. DTO AaeT BO3MOXHOCTb NpepBaTb 6€peMEHHOCTb,
yrpoXatouwyt poxaeHnem 6onbHoro pebeHka.

YCTaHOBMNEHO, YTO ecnn cnHgpomom [layHa cTpagaeT OanH 13
OAHOANLOBLIX BrIM3HEL 0B, TO HeM3beXxHO BoneH n gpyron, a'y
pasHOANLOBLIX 6rnM3HeLoB, Kak 1 BoobLle y bpaTbeB 1 cecTep,
BEPOATHOCTb TaKOro COBMageHNs 3Ha4YUTENbHOro HUxXe. [JaHHbIN
dakT 4ONOMHUTENBHO CBUAETENLCTBYET B NOfb3Y XPOMOCOMHOIO
npoucxoxaeHnsa 6onesHn. OgHako cmHapom [layHa Henb3s
cYMTaTh HacneacTBeHHbIM 3aboneBaHNeM, Tak Kak Npu HEM He
npoucxoauT nepefayn geekTHOro reHa n3 NoKoreHns B
MOKOMEeHne, a pacCTPOMCTBO BO3HUKAET Ha YpOBHE
penpoayKTMBHOIO npoLiecca.

JleyeHue. [NpegnpvHUManmcb NONbLITKU NeYnUTb AeTEN C
cuHgpomom [layHa ropMOHaMu LWUTOBUOHOM Xeresbl U
rmnogunsa, ogHako 3T MeTOoAbl HAXOAATCA NoKa Ha cTagumn
paspaboTkun. Kak n gpyrme ymCTBEHHO OTCTarble AETU UX YPOBHS,
BonbHble ¢ cuHapomoM [JayHa noggatotcst 00ydeHuto 6bITOBbIM
HaBblkaM, KOOpAVHALMN OBMKEHUN, PEYN U OPYTMM MPOCTbIM
PyHKLMSIM, HEOOXOANMBIM B MOBCEAHEBHOWN XXMU3HW.




