HACIEOCTBEHHbIE
BOJIE3SHU YEJIOBEKA




AKTyarnibHOCTb TeMbl

B cBsi3n ¢ noBbilleHUeM hoHa MOHU3UPYIOLLEN
paanaunmn v 3arpsa3HeHueMm oKpyxawlLien cpeabl
MyTareHamMmu, KOnm4ecTBO HacrneACTBEHHbIX
M3MEHEeHUU y YeriloBeKa Bo3pacTaer.

BO3 peructpupyet exxerogHo 3-4 HOBbIX
HacneACTBeHHbIX aHoManuun. NMoartomy
HeMarioBakHoe 3Ha4YeHue NpuoopeTaroT 3HaHUA B
obnactu meauLUHCKON reHeTUKU, OCHOBHOM
3ajavyeun KOToOpou AAIBNAeTCA BbiSIBNIeHUE U
npodunakTnka HacrieacTBeHHbIX 3a0oneBaHUMN.



HacneacrtBeHHbIe O0ONEe3HU YenoBeKa —

BO3HUKAKOT B pe3ynbraTe HapyLweHUn B HacneaACcTBEeHHOM
(reHeTUYecKkoM) annapaTe NOoNOBbIX KNeTOK 000UX Unu ogHoro ms3
poOouTenemn.

Pabo4yana knaccudgukauma HacneacTBeHHbIX OONe3HeUn YerioBeka,
BKJ1HOYaeT:

v/ 6one3Hu, Bbi3BaHHbIe MyTauuen oTaesribHOro reHa
(MOHOreHHble UM MeHaeneBcKknue 60ne3Hn);

¢/ CUHAOPOMbI, OOYCrNOBNEHHbIE XPOMOCOMHbLIMN aHOMAaNIMAMMU
(XpoMoCcOMHbLIe 6orne3Hun);

v mynbTUudakTopuaribHble 3adborneBaHUA Kak pe3ynbraT
B3aMMOAEUCTBUA reHeTUYeCKnxX n cpenoBbix pakTopoB
(bone3Hun ¢ HacneaACTBEHHbIM MNpeapacnosrioXXeHneMm).



HacnencrBeHHass naTtonorus

MoHoreHHble 605e3Hu,
Bbi3blBaeMble
reHHbIMU MyTaLuusamMun

PepmeHTONATUMN
(saH3umMonaTum)

Oucnna3suu —
HapyLleHune
CTPOEHUSA TKaHeun

XpOMOCOMHbIe 605ne3Hun
onpeaensaroTcs
XPOMOCOMHBLIMU U
reHOMHbIMU MyTaUUAMMU

CvHapombl
MHOXECTBEHHbIX
BPOXAOEHHbLIX MOPOKOB
pa3BUTUA — BOBJIEYEHb!
pa3Hble TKaHN U

CUCTeMbl

NaTonorus

ayTOCOM
NMNaTonorus
NnoroBbIX
XPOMOCOM

bone3Hun c HacneacTBEHHOMU
npenpacnorioXXeHHOCTbIO
(mynbTudakTopmanbHbie)-
obycnoBreHbl CyMMapHbIM
(apauTMBHBLIM) 3P heKToM
HECKOJIbKMX NreHHbIX
MyTauun, Kaxagaa um3
KOTOPbIX CAMOCTOATESIbHO
He MOXeT BbiI3BaTb
pa3BUTUA DOre3HMN.
O6GsizaTenbHbIM yCriOBUEM
Ans BO3BHWUKHOBEHUSA TaKuUX
3aboneBaHNN CNYXUT
BO3OencTeune
HeGnaronpuATHbIX

cdhakTOpOB BHELLHEeN cpeabl
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MoHoOreHHble 0one3Hu —

3aboneBaHNA B OCHOBE KOTOPbLIX JNIEXUT eAUHUYHAA reHHasa MyTauus,
npuBoaALlas K uameHeHuto nopsaka Hykneotnaos B [1HK, yto BnusieT Ha
nocnenoBaTeNbHOCTb aMUMHOKUCIIOT B Oenke.

OCHOBHbIM NPU3HAKOM, YKa3blBalOLWUM HAa MOHOIMeHHbIN XapaKTep natonoruu,
ABNAEeTCA MEeHAENMPYOLWUN XapaKTep HacneaoBaHUS.
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bone3Hn aMMHOKUCIIOTHOIro oomMmeHa —

®eHunketoHypusa (PKY) — 3aboneBaHne, obycnoBreHHO aeeKkTom
depmeHTa cheHUNanaHMHriMgpokKcunasbl, B pe3ynkrate 4yero HapymaeTc;l
npouecc npeBpaweHua dpeHnnanaHMHa B TUPO3 4 -

1 ®KY Hacneayetcs no A-P tuny.

1 YacTtoTta 1:10000 HOBOpPOXAEHHbIX.

| B pe3ynbraTe gedrekra pepmMmeHTa aMUMHOKUCNOTa
¢deHnnanaHuH He ycBanBaeTCsl OpraHU3mMoMm.

1 HeycBouBLwnmnca cheHnnanaHuH npeBpaLwjaeTcs B
hbeHMNNMpPoBUHOrpaaHyr KUCTIOTY.

] Haxoasacb B KPOBU B BbICOKOWN KOHLUEHTpPaUuu,
OKa3bIBalOT TOKCMYECKoe fencTBue Ha HePBHbIe
KNeTKu Mmoa3ra.

1 B pe3ynbraTte: cnaboymue, anunentuyeckume
NMPUCTYNbI, PACCTPOUCTBO perynauum
ABUraTenbHbIX PYHKLUUMN.

(1Y bonbHbIX crnabasa nurMeHTauua BCrieacTteBme aa
HapyLleHUs CUHTe3a MenaHuHa.




PeHunkeroHypus (OKY)

OuarHo3 ®KY ctaButca NpocTbiM OMOXMMUYECKUM TECTOM
(npoba ®ennuHra) N MMKpooduonornyeckum Tectom lFaTpw.
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INNeyeHune — auetotepanusa. [lueta ucknovaetT MACHbIE, pbIGHbIE,
MOJTOYHbIE

NPoAyKTbI M Apyrve NpoAyKTbl, COAePKIUME KUBOTHBIN 1, YACTUUHO,
pacTuTesnbHbIN 6enok.
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HapyweHue obmeHa yrneBonoB
anakTosemus

Tun HacnepoBaHusa A-P. 1 YacToTta 1:50000.

bone3Hb xapakrtepusyeTcst nopaxeHueMm LU.H.C, HapyLweHnem
pyHKLUUU NevyeHu, B pe3yribTaTe HeJOoCTaTOYHOCTU (pepMeHTE
ranakroso-1-cpoccar-ypnamnrtpaHcgepasbl.
3aboneBaHue BO3HMKaeT NpPU BCKapMIMBaHUM MOJIOKOM B
pe3ynbraTte HeNnepeHOCMMOCTU MOJIOYHOro caxapa (fakrosbl),
pacliennsaoLwerocs B KULWeYHUKe A0 rarakrosbl.

B TkaHAX HakannuBaeTcs N30bITOYHOE KONMMYEeCTBO NPOAYKTOB
HEenoJsiIHOro pacnaga nakto3bl, Bbi3bIBalOLWUX KNNHUYECKNE
NPOABrIeHUA rariakTo3eMuu y pedeHka: pBoTa, NOHOC,
YMeHbLUaeTCHA Macca Tena, pasBMBaeTcsl Xentyxa v T.4.

B panbHenwem noABMAKOTCA KaTapakTa, LUMppOo3 ne4vyeHu,
oTCTaBaHUe B YMCTBEHHOM pa3BUTUMN.

OwuarHo3 ranakroseMmun CTaBUTCA Ha OCHOBaHUMN OOHapyXeHU
ranakrto3bl B Moue.

JleyeHne — UCKnr4YeHUe U3 NULLM MOJSTIOYHOro caxapa.
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HacnepcrtBeHHble gedekTbl oOMeHa nMnuaoB

CdmHronnnnao3sbl — 60N1e3HU BHYTPUKITIETOYHOIO HaKOMNJIeHUA
chuHronmnmnaos, ooycnoBrneHHble aedeKTom hepMeHTOB,
. KaTanusnpyrowmux ux pacLuenneHue.
;:52::;%' CcdhuHronunuAabl — CTPYKTYPHbIE KOMMNOHEHTbI KNeTOYHbIX MeMbpaH,
odbransmonor B YaCTHOCTU MMUENIMHOBLIX 060/104eK HePBHbIX BOJIOKOH

Bbone3Hb Tea-Cakca {3
¢ A-P Tnn HacnegmoBaHua. O YactoTa 1:50000 A
e KnnHu4veckas KapTuMHa: nopa)eHue L.H.C.
(cnnHHOM M rONOBHON MO3T).
e MHTeNnneKT CHMxaeTcsl 4O CTENEeHU UGNOTUMN.
¢ [lBuratenbHble HapyLUeHUs, NpuBoasilme K
BepHapg Cakc NOoyiIHOM HeNnoABUXXHOCTM.
— amepukaHckui o HabnrogaeTcsl CHMKEHMe 3peHus, B
Heuponarosnor
nocnenyrowem — atpopumsa 3puTenbHbIX
HepBOB M HacTynaeT crnenorTa.
o CmepTb HacTynaeT B 3-4 ropa. > Pomoeol oy




Bone3Hun ctepongHoro oomMeHa

AapeHoreHUTanbHbIN CUHOPOM

e A-P Tnn HacnepoBaHus.

1 YacTtoTta 1:5000-1:67000.

e KnuHunyeckasa KapTuHa: y AeBo4eK
3aboneBaHue npoaBnseTca B cpopme
ncesgorepmacgppoanTUsmMa, a y Marnb4imKoB —
npexaneBpeMeHHOU BUpUnusauuem.

e CunHpgpom obycnoBneH ancdyHKLnen Kopbl
HagnNoO4Ye4YHUKOB (Ype3MepHas cekpeuus
aHgporeHoB). B opraHname obpa3syetcs
N30bITOK NOJIOBLIX TOPMOHOB U
rMIOKOKOPTUKONAOB.

e B mMo4e oOHapyxuBaeTca bonblune
Kornun4yecTtBa aHOpPOreHHbIX 17-KeTocTepouaos.

e McxoaHbin non onpeaenseTcs No NOyIOBOMY
XPOMaTUHY B KIeTKax OyKKasibHOro anuTenus.




borne3Hu cBepTbiBalOLWEN CUCTEMbI KPOBM

lremocounua A — X-cuenneHHbIU peleCCUBHbIN TUM
HacnepnoBaHua. Oo6ycnoeneHo aedektom hakrtopa 8
cBepTbiBaHUA KpoBu (aHTUreMmodpmnbHOro rnodyruvHa).
KnnHnyeckasa KapTuHa: npeobnagaroT KpOBOU3NUAHUSA
B KpyMnHbIe cycTaBbl KOHEYHOCTEN, NOAKOXHbIE U
BHYTPUMbILWEYHbIe reMaTOMbIl, Hariuine KpoBU B MoYe.

lremocpunua B — X-cuenneHHbIU peleCCUBHbIN TUM
HacnepnoBaHua. O6ycnoeneHo aedektom hakrtopa 9
(nna3meHHOro KOMNnoHeHTa TpombonnacTuHa). KnuHnyeckue
nposieneHunsa Kak npu remocdpunmumn A. Bectpeuaetcsa B 10 pa3 pexe.

Fremocpunusa C — ayToOCOMHO-OOMUHAHTHOE, OOYCNOBNIEHHOE PEe3KNM
U3MeHeHneM aHTuremopunbHoOro rnodynunHa (chakropa 8) n CHMXKeHueMm
aKTUBHOCTMU (pakTopa, HeobxoaMmMoro AnA coxpaHeHUs LLerIOCTHOCTU CTEHOK
cocynoB. HabnopaeTcsa ymepeHHas CKITOHHOCTb K KPOBOTEYEHUSAM.



Oucnnasnu

CuHppom MapdaHa —

HacneACTBeHHaA NaToNorMa CoeaANHUTENbHOU TKaHMU.

1 A-[1 Tun HacnepoBaHus; 4yactorta 1 : 20000;

1 HapywaeTca cMHTe3 KonnareHa v anacTtuHa us-3a
noBpexaeHus reHa 15 XpoMocoMbl, KOTOPbIN OTBeYaeT
3a cuHTe3 hnbpunnumHa (benok coeanHUTENIbLHOMU y/
TKaHU, hopMunpyroLinm e€ 3racTUYHOCTDb).

e XapakTepeH BHeWHUN BUO O0ONbHbIX:

"1 MaTonorna onopHoO-ABUraTeNibHOro annaparas:
ANMWHHbIE N TOHKNEe KOHEYHOCTU C TaKUMM XKe
nanbuamu, KNPOCKonmnos, nepepasrmdbaHme B

cycTaBax. |

| HapyweHus 3peHus (noABbIBMX XpycTanuka, Mmonus).

1 HapyweHuna cepae4Ho-CoCcyaANCTOU CUCTEMBbI: A\
nopaxeHue KrnanaHoB cepaua v aHeBpu3mMa aopThbl.




XpomMmocoMHbIe 60ne3Hn YyernoBeka, o0ycroBrieHHbIe
N3MEHEeHUEeM CTPYKTYpb
M YUCJla ayTOCOM U MOJSIOBbIX XPOMOCOM

C XpoMOCOMHbIMU OOre3HAMU poxaarTca meHee 1%
HOBOPOXAOEHHbIX.

OTKNOHEeHnA Yyucra nonoBbIX XPOMOCOM U ayTOCOM CBSfi3aHbl C
npoueccoM HapyLweHus meno3a. bonbWUHCTBO aHOMaNUN
HECOBMECTUMbI C XXU3HbIO.

OKOHYaTeNnbHbIN ANAarHO3 XPOMOCOMHbIX OOrie3Heun yctaHaBnuBaeTcs
LUTOreHeTUYEeCKMM MeTO4O0M.

Puck poxaeHus pebeHka ¢ XpOMOCOMHbIMW aHOMaNUAMM
yBeJIMYMBaeTCH C BO3PacCTOM MaTepwm.



HOpMaHbeIVI
MeVIO3

i = onno TBOpPEeHue H
1n

[Mpouecc HapyLwleHnAa menosa

Il peneHue
MeMno3a

! " HynngomMmus

3urorta — 3urorta —

TPUCOMUA MOHOCOMMUS
(2n + 1)

(2n-1)

| neneHue
MeMno3a

Tpucomus
(2n +1)

N3meHeHUnsa KonmyecTBa XpPOMOCOM BbI3bIBalOT HapPYyLIEeHUA UX pacnpeneneHus
Nno go4vyepHuUM Krietkam Bo Bpems | u Il Menotnyeckoro geneHnsa B rametoreHese
UNU B NepBbIX APOO0NeHnAaxX onnogoTBOPEHHON AULLEKIETKMU.
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CUHAOPOM «KOLWIa4Ybero Kpuka»

Kapuotun 46,XX nnu XY, 5P- (aeneunsa KopoTKoro nrieya
NATON XPOMOCOMbI).

YacTtoTta 1:45000
XapakTtepHo: MUuKkpouedanusa, ymcTtBeHHasi OTCTaNoCThb;

XXepom JlexxeH —

HU3Kas Macca Npu poXaAeHUU U MblllevyHasi TMNOTOHUSA; chpaHLLY3CKM Y4EHbIA

NyHooGpa3Hoe NMULIO C LUMPOKO pacCcTaBMeHHbIMU rla3amMu; |

YLWHbIe paKoBUHbI AethopMMpoBaHbl U HU3KO PacnofiIOXeHbl; ~Xpomocoma 3

XapaKkTepHbIA nnay pebéHka, HanoMMHaoLWMKY Kollaybe = =
MsilyKaHbe, B pe3yrnbTaTe HeJopa3BUTUSA FrOPTaHM. i ﬂ

BonbLWMWHCTBO 60MbLHLIX YMUPAIOT B NepBble roabl, = -

okono 10% 6onbHbIX gocTturatoT 10-neTHero Bo3pacTa.

’
‘: g
f
9

Aeneuus



CuHppowm lNaTay

O Kapuotun 2n =47, XX+13 — tpucomusa 13; Yacrtora 1:10000
0 9TOT CMHAPOM NpeacTaBrieH ABYMSA BapyaHTaMu: TPMCOMUEWN
U TpaHcnokaumoHHoun cpopmon: 46, XX,-13,-15,+t (q13q15);

KnnHunyeckmne npusHaku: O

* BblpaXxeHHas MuKpouedanus, mg
= aHoManuu rnasHoro sibrnoka (MUKpodTanbmMua U aHoTanbM),  Knayc na;né;
= pacwenrieHue ryobl n Heba,

" MONMNAAKTUIIUA,

= BPOXAEHHbIe NOPOKN BHYTPEHHMUX OPraHoBs,

\

§
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CuHpapom daBapca

Kapuotun 2n=47(+18). Tpucommna 18 [ Yacrtorta 1:6500
KnnHuyeckue npusHaku:

- BbICTYNaKLWMN 3aTbIJNIOK, Heaopa3BUTUE HUXXHEUN YernoCTu,
- aecbopmMunpoBaHHbIe N HU3KO PACMNOSIOXXEeHHbIe YLIU,

- aHOMasrimm KOHe4YHOCTEeN, CUHAAKTUIINA.

MaTonorna BHYyTPeHHUX OpPraHoB:

- MOPOKU cepaua, ruapoHedpo3, KPUNTOPXU3M.

XapakTepHa Tsxenas 3agepxkKka yMCTBEHHOro pa3BUTHUA.
30% normndbatot B 1 mecsiu, “
meHee 10% poxuBaroT Ao roaa.

19 28
Karyotype: 47,XY,+18

Tpucomus
18 xpomocombl



bone3Hb [layHa

1 Kapuotun 2n = 47(+21). Tpucomusa 21.

(1 Bo3MOX€eH 1 TpaHCNOKaLMOHHbIN BapUaHT: - -
kapuoTtun 46 xpomocom, 14, +t (14,21); ¥

1 YacTota 1:500 - 1:1000 MOHMOH

YacToTa poxaeHusi Takux AeTen 3aBUCUT OT BO3pacTa MaTepU. Hay (1528-1896)

AHINIMUCKUN Bpa4

TpaHcrnokaunoHHas
cdopma -14 + t (14,21)

2 3 5 6 7 8

- ‘@E‘i% Bﬁ‘?@ “E"%"‘ﬁi’?ﬁ?‘??
19 2()5521Eﬁ222§§ g‘j‘ﬁﬁf

Tpucomusa 21

e

1 2 3 4 5 6 7 8 9

EEFLTLEL

10 11 12 13 14 15 16 17 18

= =22 8 :s,,___j
19 20 21 /22 xyaunu
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bone3Hb [layHa

1 KnnHnyeckune npusHaku:
HebOonbLlasa Kpyrnas ronoBa CoO CKOLIEHHbIM 3aTbITIKOM, MOHIFONTIOUAHbLIN
pa3pes rnas, 3NUKaHT, KOPOTKUU HOC C LUMPOKOU NJSTOCKOU NepeHocuLen,
MarieHbKne gecdopMupoBaHHbIe YN, MONMYOTKPbITbIN POT C BbICYHYTbIM
A3bIKOM, crnaboymue. HabnrogarTca NOpoKu c.c.c.

1 OepmaTtornudumnyeckmne ocCo6eHHOCTHU:
"0be3bsHbA CKnagka" - rmybokasa nonepeyHas 6oposna (40%cny4yaeB),
eAUHCTBEeHHasa crubaTternibHasi cKkrnagka Ha muauHue (20-25% cnyvaeB),
CKrnagka 6onbLioro narnbua CTonbl.

e 20-30% norunbarot go roaga, 50% - B nepBble NATH ner, 3% BoXuBakwT Ao
50 ner. i =

ANUKaHTyC

19

Mu3unHeu) — 60 %



Cunpgpom LlepeweBckoro-TepHepa

O Kapuotun 2n = 45 (XO). MoHocomua X0. ®eHOTUN XXEHCKUMN.

0 YacTtoTa BcTpevaemoctu 1:2500.

0 OcHOBHOM naTosnmorMYecKnu NPuU3HaK Nnpuv 3TOM CUHAPOME — Heaopa3BUTUe
ANYHUKOB (3a4aTKOBbIe TSXU, COCTOSALLIME U3 COeAUHUTENbHOU TKaHMW.

0 XapakTtepHa gucnponopuusa Tena: 6onee pasButa BepXHsis 4acTb
(umMpoKune nneyn m y3Kkuu tas), HHXKHUE KOHEYHOCTUN YKOPOUYEHDI.

0 PocT BCceraa HMxe cpeaHeun Hopmbl (135-145 cm).

Q KOpOTKaH les co cxnap,KaMM KOXM, Mp,yu.l,MMM OT 3aTblIKa («les cd UHKCa»).

L. HepopasButne o Mancsomy - .. -
N OTEUNTIVEISIMSITES syl
4505, AMMHUKOB £ ke ] n

ii iii R

TIR] ;3 33 IR

SN @HEE =S
HEEE §EiEE S
SEEE THEE =S
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Cunpgpowm LlepelwueBcKoro-

0 3kcnpecc-ananHdPHnRDEPoBOANTCA LUTONOINMYECKUM METOOM B
coMaTU4YeCKUX KNneTKax: NofiloBOM XPOMaTUH B KNneTKax Yy Takux
XXEHLLIUH OTCYTCTBYET.

0 BonbHble becnnogHbl, T.K. ANUMHUKU HEe pa3BUThI.

(] BBeaeHMe nonoBbIX rOPMOHOB B NepuoA NornoBOro co3peBaHus,
CI1(I)CIO'6(I2TB¥meT pa3sBUTUIO BTOPUYHbIX MNOMOBbLIX MPU3HaKOB.

X- XpomMaTuvH

Y XeHLWMHUH —
Hopma: 46 (XX)

Y XeHLWWMH — CUHAPOM
: LLilepewweBcKOro-
[ TepHepa: 45(XO0)

X
LR L LS

21




CuHapom KnanHdenbsrepa

Q Kapuotun 2n = 47(XXY). ®eHoTtun myxckon. 4Yacrtora 1:1000

O KnuHnyeckune npusHakum:
Hepopa3BUTUE CEMEHHUKOB, OTCYTCTBME cnepmMaToreHesa.

0 310 pa3zBuBaeT eBHYXOUAHbLIN TUM TENOCIOXEeHUS:
y3Kue nneyu, LWMPOKUM Tas, XKUPOOTIOXKEeHME MO XXeHCKOMY TUuny,
cnado pa3BuTaa MycKynaTtypa, CKyaHas pacTUTeNbHOCTb Ha
nvuue unu nosriHoe otcytcteue. bonbHble 6ecnnoaHsbl.

Q JinwHaa xpomocoma - X obycnoBnmBaeT pa3HoOoOOpa3Hble
HapyLeHUs NCUXUKU, YMCTBEHHAas OTCTarNoCThb.

0 AuarHo3 ctaBuUTCA npu onpeperieHNn B COCKobe crnm3ncromn
00O0MOYKM LWEKU TerbLa NOsIOBOro XpomMaTUHa: '

CuHapom
KnaiHdensTepa O/

. u
KnatuHgenbmep




[Opyrme BapuaHTbl NOIMCOMUMN
NONOBbLIX XPOMOCOM

O 47,XXX — tpucomua-X.

YacTtota 1:1000. BOoNbWHMHCTBO XEHLWMUH UMEKOT PAa Hepe3KUux
OTKITIOHEHUN B (pN3N4YECKOM pa3BUTUN, HapyLleHUsa pyHKLUN
ANYHUNKOB, NpeXxaeBpeMeHHbIN KNMMMaKC, He3HaYnTenbHoe
CHMXXeHue nHrtennekra. Yacrto 6ecnnogHbl, 30% Taknx 0onbHbIX
COXPaHSAKT reHepaTUBHYIO PYHKLUIO.

0 48,XXXX — TsxXenoe ymcTBeHHOe OTCTaBaHuUe.

Q 47,XYY — npu yBerimv4eHUn Yymcna Y-XpomMocoMm NnonoBble Xenesbl
pa3BUTbl HOPMaribHO, POCT, KaK NpaBuUII0 BbICOKUU, UMEIOTCH
HeKoTopble aHoMmanuu 3yo6osB. [Mpu 3TOM 3HaUYnNTENbHbIE 3a4€PXKKU
YMCTBEHHOIro pa3BUTUA OOHaApPYXXMBaKTCA peako.

O 48, XXYY, 48, XXXY, 49, XXXYY, 49, XXXXY — apyrue BapuaHTbl
cuHapoma KnanHdenbsrepa. HabnwoaarTca 6onee rnybokue
HapyweHna on3n4ecKoro nu NCUXNYECKOro pasBuTus.

23



AHOManuu KapuMoTUNoB Npun
HacneaCTBEeHHbIX 3a0oneBaHUAX




MynesTudakropumarnbHble 3a6oneBaHM;LOBOKynHOCTb
«I'etlo

'f,'l {Gﬁ ° 2 1ig "
5§ uay

1 31O Hanbonee pacnpocTtpaHeHHbIe OONe3Hu:
peBMaTU3M, BpOXAEeHHbIe NOPOKU cepaua,
rmnepToHnYecKkasa u As3aBeHHas 60ne3Hu,
LMPPO3 NeYeHn, caxapHbin auabeT, ncopuas,
OpoHXxuanbHaa acTtMa, WwnsodgpeHnsa n ap.

0 BeposTHOCTb 3aboneTb onpenensieTcs

= CTeneHblo HacneaAcTBeHHOU 1‘
npeapacnosfioXXeHHOCTU U /
OBOKynHOCTb

= CUNOU NCTBUA BbIX KT B
cunoum geunc cpeno (bakTopo cdhakTopoB ‘“

OKpYXatoLemn
(ﬁ% , cpe.qbl ‘.'
>
al "

@’ ,69
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JIleueHne HacneacTBeHHbIX Oones3Hewn

|
0 NeHHaa Tepanua —

yCTpaHeHune reHeTn4eckoro

aedekta nyTeM BBeAeHUSA
reHoB B KIeTKU NauueHToB
C uesfibio HanpaBneHHOro
N3MEHEeHUSA reHHbIX
AedeKToB UnNu npuaaHus
KNeTKamM HOBbIX (PYHKLUU
(Hanpumep, neyveHue
BPOXAOEHHOro
nmmyHoaeduuuta B 1990
rogy npu nomMmoLiu
nepecaakv reHa.

Q NMpeaynpexpeHue
3aboneBaHunAa y NnoTOMCTBaA
(npu nepeHoce reHoB B
NMOJIOBbIe KITeTKMU).

QO MNMaTtoreHeTn4yeckan

(3amecTuTenbHas,
KoppurupyrouLyas) m
cuMnToMaTuyeckas
Tepanua — HopMmanu3sauus
HapyLleHnn 6e3 NpsamMoro
BO34eNCTBMUA HA OCHOBHOM
reHeTU4ecKumn gedeKrT:

= AueToTepanus

C UCKITIOMEeHUEM NOCTYNJIeHUsA
C NULLEN TeX BeLlecTB,
KOHLeHTPaUuunsa KOTOpbIX B
KPOBM NOBbILWEHA

(Hanpumep, nevyeHue OKY
AVUEeTOMN.)

= 3aMecCTUuTelribHasa Tepanus

(ropmoHbI, hepmeHTbI U Ap.
Hanpuwmep, BBeaeHue
c¢dakTopa Vil npn remocdunnun)

" XUpypruyeckasa Koppekuus

BpPOXAOEeHHbIX MOPOKOB U Ap. *



JIleueHne HacneacTBeHHbIX 3aboneBaHnn ¢ nomowbio I'T
BakTepusa, Hecywasn

nnasmuay c FeHeTnyecku
KNOHWPOBaHHbLIM AEe3aKTUBUPOBaHHbLIN
Cxema reHHoOM Tepanum HOpMans ADA peTpoBupyc
TSXKENoro O

KOMOMHUPOBAHHOIO
nmmyHoaedpumuuta (SCID),
Bbi3BaHHOro gedekrom
reHa
afeHo3nHOe3aMUH

(ALA)
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. PetpoBupyc
MHPULMPYET KNeTKU
KpPOBMU, NepeHocs B

Hux reHol AQA

feHeTn4YeCKH
MoaudmUunpoBaHHbIE KNETKN
penMnnaHTUpyroTCs U
npounssogat AOA

KneTku BbipawmBaloT B
KynbType, 4ToObl yoeanTbcs,
yto reH A1A akTuBeH o7



