Posnib HacnneocmeeHHocmu
8 rnamoJsio2uu

Jlekuua ona cTtygeHToB 2-ro Kypca
CneunanbHOCTb «CTOMATONOIrMNSA»
Kadenpa natoduamonormum Kpacl MA



LleJ'IbZ N3YHNTb STUOJTOTNKO U NaToreHes HacJiegCTBEHHbIX 3aboneBaHum
N O3HAKOMUTbCA C MEeTOdaMUN ONarHOCTUKMU, I'IpOCbI/IJ'IaKTI/IKI/I N nevyeHn4d

HacneacTBEeHHbIX 3aboneBaHUN

CopoepxaHune nexkymu:
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[eHOTUN N peHoTUn.
HacnencTtBeHHbIE U BPOXAEHHbIE DONE3HW.
deHokonun.

MeToabl onpeaeneHna HacneacTBeHHOU
npupoabl bonesHen.

"IpMYnHBI HacreacTBEHHbIX DOe3HEN.
‘laToreHes3 HacneacTBEHHbIX Done3Hewn.

{naccunukauma HacneacTtBeHHbIX opMm
naTonorun.




Oowune nonoxeHus

CBOMCTBO KJ1IeTOK U OpraHU3MoB nepegaBaTb
CBOM aHaTOMO-hnsnonoruvyeckme NPU3HaKu
NOTOMKaM Ha3bIBaeTCs Hacsie0CmeeHHOCMbHO.

[Mpouecc nepegavn 3TMX NPU3HAKOB Ha3biBaeTCH
HacriedoeaHuUeM.

I'Iepe.qaqa ocyuljecTtBiiAdAeTCA C NOMOLLbLIO 2€HOo8,
MaTepuarsibHbIX eaAnHUL HacneaACTBeHHOCTM.

OT poauTtenen NOToMKamM nepenaroTca He
NpPU3HaKu B roToBOM Buae, a UHgpopmauyusi (kod) o
CUHTe3e bernka (hepmeHTa), AeTepPMUHUPYIOLLEro
3TOT NPU3HAK.



Knaccudoukauma reHoB no
aKTUBHOCTU U (PYHKLUMU

I'eHbI = amo yyacmku monekynbi [JJHK
CmpyKmypHbIU 2eH (UWUCTPOH) — reH, XpaHALWUN
nHdopMaLMnIO O CTPYKTYype OennKoBOMU MOSMEKYIbI.
'eH-onepamop ynpaBnseT akTUBHOCTbIO
HEeCKOJIbKMX CTPYKTYPHbIX FEHOB U pacnoraraercs
HernocpeAacTBEeHHO BOo3ne HUxX. Komnnekc u3 reHa-
oriepaTtopa u rpynnbl CTPYKTYPHbIX FEHOB, UM
yrnpaBnsieMbiX, oopa3yeT OrnepoH.

['eH-peaynismop perynupyet akTUBHOCTb ONMepoHa C
NOMOLLbLIO creumanbHOro BewecTtsa, UM
npoayuupyemoro penpeccopa. Penpeccop,
BO34EeNCTBYSA Ha reH-orneparop, MHrIMoupyeT ero u
Onarogapsa 3ToOMy | aKTUBHOCTb CBA3AaHHbLIX C HUM
LLUCTPOHOB.

Mo cTeneHn akKTUBHOCTU reHbl AenATCA Ha
OOMUWHAHTHbIE (nposiensirom cebsi @ nape ¢ s1l06bIM 2eHOM) U
peLeCcCUBHbLIE.




[eHOTUN M (hbeHOTUN

e COBOKYNHOCTb BCeX reHoB, criegoBaTesibHO,
N reHeTU4YeCKUX NPU3HaKoB, Ha3bIBalOT
reHOTUNOM.

e COBOKYNHOCTb NMPOABUBLUUXCA NMPU3HAKOB
opraHusma B pe3ynbraTte B3aMmmMoaeucTBus
reHoTMNa C OKpyXxakLen cpegon HasbiBaroT
cdbeHOTUNOM.

llposiennieHUs1 2eHOMuUMNU4YeCcKo20
rnamoJsio2u4eckKo20 rpu3Haka moaym 6bimb
UHa2ubupoeaHbl cpedod.



B3anmogencTBme HacneacTBEHHOCTU U
cpeabl

Bce 60ne3Hu MOXHO pa3aenuTb Ha YeTbipe rpynnbi:

3aboneBaHuUs, KOTOPble BO3HMUKAOT HE3aBUCUMO OT CBOMUCTB
reHOTUNa, UCKIYUTENbHO Noa BIIMAHUEM HebraronpuUATHbIX
dakTopoB cpeabl (ny4yeBaa 60orne3Hb, TpaBMa, OXOr).

Bone3Hu ¢ HacneacTBeHHOM NpeApacnosioXXeHHOCTbIo (A0

90 %). Camu OHM NO HacneAcTBY He NepenarTCcA, HO Npu
onpepaesieHHbIX YCNOBUAX Nerye BO3HUKAOT (rMnepToHMYecKas
Oone3Hb, caxapHbIu gnaber).

Cob6cTBEeHHO HacneacTBeHHbIe bone3Hn. Bceueno 3aBUCAT OT
reHoTUnNa, nepeaarTCA NO HacreacTBy. ATUONOrnA =
namoJsio2u4vyeckuu 2eH (cheHUNKeToHypusa, bonesHb [layHa.).

HacnepocrBeHHble 60ne3HU, 0OyCcrnoBreHHbIe NaToNorM4eckoun
MyTaLuen, oaHaKoO AN UX NPOABNEeHUA HeobxoanMo
cneuncpunyeckoe Bosgencrteme cpeabl. Hanpumep, npossreHne
HegocTaTo4yHocTu remorno6uHa (HbS) npu | PaO2.




CTtounkoe, ckaykoobpa3Hoe namMeHeHue B HacneaCTBEHHOM
annaparte KNeTKU, He CBA3aHHOe C 00ObLIYHOMN peKoMOHauneun
reHeTU4YeCKOro matepuana, HasbiBaeTcsl MyTaLluen.

Boigensior MyTauUun.

reHHble — U3MEeHeHUe CTPYKTYpPbl NN NocrnesoBaTesribHOCTHU
pacnonoxeHus B AJHK oTaoenbHbIX reHOB;

XPOMOCOMHbI€ — U3MEHEHUE CTPYKTYPbl XPOMOCOM (yTpaTa unm
yANUHEeHUe NX y4acTKOB);

reHoOMHble — U3MEeHEeHUe Yucsria XpoMocoM (HeJOCTaTOK UNM U3BbbITOK)
B Habope, He CONpPoOBOXAaeMoe U3MEHEHUSIMU NX CTPYKTYPBbI.

Mo xapakTepy U3MEeHeHUsA reHeTUYEeCKOro matepumana (reHa nnu
XPOMOCOMbI) BblAENSAIOT: desreyuu — BbiNageHne Kakoro-nnmdo yyacTtka
reHa Unu XpoOMOCOMbI; mpaHCc/IoOKayuu — rnepemMeLleHne y4acTka;
UH8epcuu — rnoBopoT y4yacTka Ha 180° (xpomocoma nepekpyvnBaeTcs,
reHbl pacnonaratotcs B obpatHoM nopsigke; Oynsukayusi — BCTaBNsSETCH
NMULLHWUN TEH.

Mo NpUYNMHHOMY XapaKkTepy BblAENAT CMOHTaHHbIEe (CaMOMNpPON3BOSIbHLIE)
MyTaLuuu U MHAYLUUpPOBaHHbIe (Noag BIMHUEM MyTareHoB).



MyTareHbl

K 3K30reHHbIM OTHOCATCA

e Qu3uyeckue MymaeaeHbI: a) YOHU3NpYyoLlee usnyveHue (okasbiBaeT
npsimoe Bo3aencteme Ha [1HK); 6) yneTrpacdmoneToBblie nyum (B
6onbliou Ao3e Bbi3biBaloT MmeTunupoBaHue [1HK); B) TemnepaTypa
(neperpeBaHue).

e XumMuyeckue MymaazeHhbl. a) BbICOKOAKTUBHbIE BellecTBa; 0)
cBoboAHble paauKanbl; B) LUTOCTAaTUKN U AP.

Bce xMuMu4yeckne MyTtareHbl OMKHbI JIerko NPOHUKaTb B KNETKY U
AocTuraTb aapa.

e Bbuonozuyeckue chakmopbi. O6LIYHO 3TO BUPYChI: a) BUpPYC
HenocpeacTBeHHO npoHukaeT B [1HK; 6) B pe3synbraTe
XN3HeaeATeNIbHOCTU BUPYCOB 0O6pa3yroTcs NpoAyKTbl pacnaaa,
KOTOpble ABNATCA MyTareHHbIMM.

OHAOOreHHble XUMUYECKNEe MyTareHbl o6pasyroTcst Ha NyTAX
o6MeHa BelecTB B opraHM3Me — Nepeknucb BoAopoAa U NUNUAHbLIE
NepeKncu, a Takxe CBO60,E|,HbIe KUcropoaHbie paauKarnbl.



MyTauusa He Bcerga BrievyeT 3a cooou
N3MEHEeHNA B OpraHn3mMe, TakK Kak:

He Kaxpgas 3aMmeHa a3o0TUCTOro OCHOBaHUSA
B monekyne AHK npnBoanT K oundKe npu ee
peaynrivkauum;

He BCsiAKkoe aMMHOKUCIIOTHOE 3amMelleHune B
MoneKyne 6enkoB NPMBOAUT K HAPYLUEHUIO
ee KoH(opmauuu,;

| TonbKo 5 % reHoB (PyHKLUMOHUPYET, a
OCTalibHble HAXOAATCA B penpeccupoBaHHOM
COCTOSIHUU U He TPaHCKPUOUPYIOTCA.



[TaToreHes HacneaACTBEHHbIX
oone3Heu

B pe3ynerate mytaumn obpasyercs
aHoOMaJibHbLIU 2eH C UBMEHEHHbIM KOLOM.

! | Peanu3auunsa gencresms aHoMarbHoOro
reHa — 3aBepLualoLlee 3BeHO naToreHesa
HacrnegcTBeHHbIX Oone3Heu.

| =~Paznu4arom mpu OCHOBHbIX nymu
peasniuszayuu delicmeusi aHOMasibHO20 2€eHa,
obpa3oeasuwezaocs ecsiedcmeaeue Mymauudu.




Peanusauuna nencreus
aHOManbHOro reHa

[lepebiu nymb aHOManbHbLIN FEeH,
yTpaTUBLLNN KOO CUHTE3a CTPYKTYPHOro
NN PYyHKUMOHAaNbHO BaXXHOro berka
P npekpalleHne cuHTesa
MHopopmaunmoHHon PHK » npekpalieHuve
CUHTe3a 6enka P HapyLleHune
XNU3HeaeaTenbHOCTU P HacrieocmeeHHast
bos1e3Hb.




bone3Hu, BO3HMKaloLWme no nepBomMy
NaToOreHeTn4eCKoOMy BapuaHTy

- FTMNoanbObyMUHEMUA — | KonuyecTsa anb6yMUHOB B
KPOBM, YTO npeapacnosnaraeT K NaCTO3HOCTU, HacneayeTcs Kak
ayTOCOMHO-PELLeCCUBHbIN NPU3HAK,;

* TMNO(PNOPUHOreHEeMNA — | KonnyecTea pubprHOreHa B
KPOBM, YTO BeAeT K HeCBEePTbIBaHMIO KPOBM U KPOBOTOUMBOCTH,
HacneayeTcsi N0 ayTOCOMHO-PeL,eCCUBHOMY TUMy;

- remohbunua A — gpedomumnT npokoarynsiHtHoro cpaktopa VI,
KPOBOTOUYUBOCTb, HacrieaoBaHMe peLeccuBHoe, cuenrieHHoe ¢
X-XpOMOCOMOMU;

B — pedomumnt npokoarynsiHta IX;

 C — pedomunt npokoarynsaHTHoro dakrtopa Xl;

 d-, I'VII10FaMMaFJ106yJ1VIHeMVIFI — U KonunyecTBa Y-
rMmooynnMHOB, CHUXXEeHNe Pe3NCTEHTHOCTU K baKTepuanbHbIM
UH(eKunaM, HacregoBaHue peLeccuBHoe, cuenrieHHoe ¢ X-
XpPOMOCOMOM U Ap



Peanusauuna nencreus
aHOManbHOro reHa

Bmopou nymb aHoOManbHbIN FeH,
yTpaTMBLLMN KOO HOpMalnbHOW NporpamMmmbl
CUHTe3a doepMeHTa P npekpalleHne
CUHTe3a MHdopMaLNOHHOM

PHK » npekpalieHue cuHTe3a
doepmeHTa P> HapylLleHue
XNU3HeneaTenbHOCTN P HacrieocmeeHHasl
bos1e3Hb.




bone3Hun, BO3HMKaroLWMe NO BTOPOMY
naToreHeTU4YeCKOMY NyTHU

PeHUNKeToOHYypUs — Hanbonee yactasa (oopMa BO3HUKAET B
pe3ynkrate MyTauuu CTPYKTYPHOIro reHa, KogmpyroLliero

6uocuHTes gheHus1asiaHuUH2uOpPoOKcusla3bl. ®epmeHT
OTCYTCTBYET B NMe4YeHU, YTo OFIoKnpyeT npesBpaLleHme
deHnnanaHuHa B TMPO3uH. KoHUeHTpauua peHunanaHmHa B
KPOBU NOCHe poXAaeHusl pe3Ko noBbillaeTcs. Bbicokasi
KOHUeHmpauusi ¢gpeHusnaraHuHa obycrioesiueaem mokcu4yeckoe
rnopaeHue Mo32a, MNoCKoJIbKY UH2ubupyemcsi mpaHcriopm
aMUHOKuUcJsiom 8 HeUpOHbI » » pa3BUBaeTCA NANOTUS.

AnbOWHN3M. MpuunHa — Hedocmamok gpepmeHma
Mmupo3UHa3bl 8 MeJlaHouumax — KneTkax, CUHTEe3UPYyrLmnx
MUIrMeHT MenaHuH. lNMpu oTCyTCTBMM MenaHMHa KoXa
npuoodpeTaeT MOJIOYHO-0enbIN uBeT C 6benecbIM OBOSIOCEHUEM,
HabnrogaeTca cBeTo00A3Hb, CHUXKEHUEe OCTPOTbI 3PEHMUS.




Peanunsauua nencrsus
aHOMAalNnbHOIoO reHa

Tpemuu nymb aHoManbHbIN FreH ¢ NaToNorM4ecKMmM Kogaom

» CuHTe3 natornornyeckon nHpopmaumoHHon PHK » cuHTes
naTtoriorm4yeckoro 6esrnka » HapylueHue XUsHepeAaTerlbHOCTU b

HacsiedcmeeHHasi 60s1e3Hb.

CepriosudHoO-K/1emoY4yHasi aHeMUsi = cuHmes
rnamoJsio2u4yeckoz2o S-ecemo2s/106uHa, omnu4yarou,e20csi om
HopMasibHo20 Hb mem, ymo e 6-M nosioxeHuu -
nonunenmuoHou uenu Hb emecmo 21romamMuHo8oU Kucsiomal
Haxoodumcs eaJluH 'S~ MoJieKy bl S-2emo2s/106uHa (8
eoccmaHoesiIeHHOU (hbopmMe) cmaHo8sIMCS
3/1eKmpoHelimpasibHbIMU U JIe2KO 06pa3yrom KOMIJIEKChbl,
O0CObBEHHO npu Hexeamke Kucsiopoda; 3mu KOMI/IEKCbI
(makmoudsl) deghopmupyrom 3pumpouyumabl, KOmophbie
ecsiedcmeue 3amoao rpuobpemarom ceprnosudHyro hopmy u
J1e2Kko nooeepa2aromcsi 2eMOJIu3Yy.



MykoBucumnpos

JTO MHOXEeCTBEeHHoe nopaxeHne IK30OKPUHHbIX
xKenes, conpopoxaawijeecsd HakonjieHnem 1
BbiaeJsfieHnNemMm MM BA3KUX CEKPEeTOB.

Kucto3ubin hubpo3 sBnaetTcsa ogHMM U3 camMbIX
pacnpocTpaHeHHbIX MOHOreHHbIX 3aboneBaHun B
EBpone (1 Ha 2500 HoBOpOXAeHHbIX). Hacneayetcs
Mo ayTOCOMHO-peLeCCUBHOMY TUMYy.

Hanbonee 4acTto @ ocHoege siexxum Mymauyusi 2eHa
(delF508), npueodsiwasi K omcymcmeuro
¢gpeHunanaHuHa e 508-m nosioxxeHuu
mpaHcMmeMbpaHHo20 peaynssmopHoz20 b6esnika CFTR.
NMpn MmyTauumn HapyLwaeTca perynsauusa nepeHoca
XJiopa Yyepe3 MeMOpaHbl INUTENNanbHbIX KNEeTOK .



[laToreHe3 mykoBucuugo3sa

Hedekt CFTR » 3apepxka BbiaeneHus Cl-
N3 XXenesncTbixX Krnetok » 1lMocTtynneHue
Na (H:20) n3 nportokoB Xxene3 (Kpome
noTtoBbIX)P» 1 BA3KOCTbL cekpeTa.

Hedekt CFTR » UsmeHeHune achpdekToB
UAM® » CuHTE3 MyuuHa NnoBbILLUEHHOUN
BA3KOCTU P OOTypauma NpoTOKOB BA3KUM
cekpetom P |OTTOK cekpeTa P KncrtosHo-
dmnbpo3Hoe nepepoxaeHue




CvmMmnTOoMbl MyKOBUCLUMAO3A
0OyCrnoBreHbl:

e 3aKynOpPKOU DPOHXMNON CEeKPeTOM;
° | 3K30KPUHHOU (PYHKUMU pancreas;

e HapyweHneM NnpoxoauMoCTHU

KULWWEe4YHUKA («MeKkoOHManbHbIN uneyc» y
HOBOPOXAEHHbIX);

e [lernapaTtauven opraHM3ma;

e 3aKyMnOpKOU XenyeBbIBOAALLUX NYTEW
rycTOM Xenyblo.



XpomMocoMHbIe 60s1e3HU

ABnsaroTCcA 0COOLIM BUAOM HacneaACTBEHHOU NaToNIorun,
CBSI3aHHOM C NOBpPEeXAeHUeM UX CTPYKTYpPbl (XPOMOCOMHbIMMU
MyTaLUMAMU) UNN HapyLLeHUEeM UX Konn4yectsa (reHOMHbIe
MyTaLun).

I ICmpykmypHbIe aHOMasiuu XpOMOCOM 8CmMpeYyaromcs pexe u
06bI4HO rnipueodsim k 6osiee msixxesnbiM (6051bUWUHCMEO
cMepmersibHbl), MO CPABHEHUIO C KOJTU4eCMeE8eHHbIMU
U3MEeHEeHUSsIMU XPOMOCOM, MocsiedCmeusiM.

MyTauum B rametax npuBoasaT K passutuo MNMOJIHbIX
POpPM xpomocomMHbIX GonesHen, Koraa U3MEHEeHUs KapuoTuna
BbISIBIIAIOTCA BO BCEX KfleTKax opraHM3ma.

MyTaumm B comaTUyeCKUX KMeTKax Ha paHHUX 3Tanax

aMOpuoreHesa NpPMBOAAT K pa3BUTUI0O MO3auUU3Ma: vyacTb
KNeToK opraHM3ma nmeeT HopMasbHbIA KapuoTun, a apyras
4YyacTb — aHOManbHbIWN.




OcobeHHOCTU TeYeHUs N NPoABNeHUs
XPOMOCOMHbLIX Oorne3Hen

O6wum ana Bcex hopM XpOMOCOMHbLIX Oone3Hen ABNAeTcA
MHOXEeCTBEHHOCTb MNOopaXXeHUs: YepenHo-nmueBbie aucmMmopcpumn,
BPOXAEHHbIe NOPOKU PAa3BUTUA BHYTPEHHMUX OpraHoB, 3amMeaneHue
pocTa n pa3BuTusa, 3agepxKa ncmxmyeckoro passutus. MNpwu
XPOMOCOMHbIX 6one3HAx Habnrogaetcs ot 30 ao 80 pas3nUYHbIX
OTKSTIOHEHUN OT HOPMbI, KacaroLWwmuxcsa hU3n4YeCcCKoro n NCUXU4YeCcKoro
pa3BUTUSA.

KnuHuyeckoe conocrtaBneHne NOosHbIX U MO3au4HbIX (popm
NoKa3bIBaeT, YTO MO3au4Hble (popMbI MPOTEKAKOT fierye, YTo
O0BbSACHAETCA NPUCYTCTBMEM HOPMaribHbIX KITI€TOK, YaCTUYHO
KOMMNEeHCUPYKLWNX reHHbIN agucbanaHc abbepaHTHbIX opm.

AyTOCOMHbIe OOfie3HU NPOTEKAIOT TAXKeNee 4YeM aHoManuu no
NOsIOBbIM XPOMOCOMaM. JTO CBA3aHO C Pa3fIM4YHON reHOTUNUNYECKOMN
AaKTUBHOCTbLIO XPOMOCOM: Y-XpOMOCOMA HeceT Mano reHoB, a ogHa u3
X-XpOMOCOM Y XEeHLUH HaXoaANTCA B HEAKTUBHOM COCTOSIHUMN.

lNMposBneHna ogHMX n Tex xe hopmM XPOMOCOMHbLIX bone3Hen
CUITIbHO BapbUPYKOT: OT neTtanbHoro acpgekra 4O HE3HAYNTESNbHbIX
OTKNOHEHUMN.



BonesHb [layHa

Bonesaus [layHa — XxpoOMOCOMHan
dopma naronoruu; BCTpeyaeTcs
c yacrorton 1:700—1:800
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TPHCOMNBIH BAPHAHT (~95°19 TRANCAOKALHORHBIN
scex BonbMeix)y - - Bapwant (~4%)

Mo3auyHsiit BapuaHT (~1%) = Hopmanwoe KosMyecTeo KNeTOK/TPUCOMHBIE KNETKM
(4em MeHbLle 3TO COOTHOWEHUE, Tem Gonee BbipameH cuHapom flayHa)
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| B hu3amseckom | * HeBOoNbLLIAR ronoBa co CKo- W
L baseuTin, LLIEHHBIM 3aTbIKOM W

HIU3KU#A POCT » KOCBI€ Na3Hble Wenm
it S HIAKOATT Monepe4nas
OtcrasaHue » ManeHbkne aedopMnpoBaH- «00e3bAHbS)
B NCUXMYECKOM HbIE yLl cKnagka
NeHHBI MU3nHey | PassnTm, + NMONYOTKPbITHINA POT C BLICTY-
npy GoneaHu cnaboymue NAIOLLEH HUKHEN YeNioCTbio

Oayna Pasuooépaanue nopom passutus
: « NOpOKM cepaua (vacto!)

« edeKTbl Xenyao4HO-KNLWEYHOro Tpakra
« MOPOKN Pa3BUTUS NOYEK U MOYEBLIX NYTen

Koportkue
nanbiibl, CKPUB-

CKNOHHOCTL K MHDEKLMOHHBIM
¥ onyxonesbim 3abonesaHnaM

BoapacTt Puck
pPOXEeHUUBbI . cuHApOMa
(ner): S B | BayHa

y pebeHka:

1/2325 :
S - 1/1204  3nukanTyc (0T anu- + rpey. kanthos —
NB! MpumepHo 20% 1/285  yron rna3Hoi Wenmn) — BepTUKaNLHas
cnyyaes cuHapoma 1/100  koxHas cknajka, npyKkpbiBaloWas me-
LayHa cBagaHococra-  1/45 AnanbHbii Yron rasHon wenu
peHMem cnepmMaToson-
nos otua 60nLHOro

(doro no R. Witkowski, 0. Procop, E. Ulrich)




AHOManNun coMmaTnyecKkux
XPOMOCOM

Tpucomus no 18- nape — cuHopom
Jdeapdca (yactota 1:7000). Oetn
pPOXAakTcsA cnadbbiMU, UMEIOT CKOLLUEHHbIW
noaoopoaAoK, O4MeHb ManeHbKUU PoT, HU3KO
nocaxeHHble ywun. Umerotca aucnponopummn
B CTPOEHUM CKeneTa — ANMMHHbIe Nanbubl,
yKa3aTesibHbIN naney npukpbIiBaeT 3-U u 4-1.
[eTn paHO NnormMbaroT, TaK KaK UMetoT
pa3nnyHblie NOPOKN BHYTPEHHUX OPraHoB
(2/3 peTten ¢ cuHapoMoM JdaBapAaca ymuparT
B nepBble 6 MecsLeB XXU3HMU).



AHOMaANMMn comMmatTn4vecKkux
XPOMOCOM

Tpucomuu no 8,9,13-n nape="cuHopom
lMamay (1:6000). letn o4eHb paHO rMOHYT (96
% 6onbHbLIX nornbatrT ao 1,5 ner).
XapakTtepHa mukpouedanus, aedeKkTbl
MSIFKOro U TBepaoro Heda, HU3Kue yLium,
TSXXenble N3MEeHEeHUS CO CTOPOHDI
BHYTPEHHUX OpraHoB, yBefin4yeHue
KonuyecTtBa nanbuesB (nay4you). Co CTOPOHDLI
HEepBHOU CUCTEMbI — aTPOPUA 3pUTENbHbIX
HEepPBOB U OOOHATENIbHbIX AONEN.



AHOManuu, ceBs3aHHbIle C NOSfIOBbIMU XpOMOCOMaMM.

CuHpapom KnanHdensrepa

BcTpeuyaetcsa y myxuumH. HacTtoTta 2 Ha 1000
HOBOPOXAEeHHbIX ManbuyukoB. Kapuotun vawe: XXY, obwee
KONMN4ecTBO XPOMOCOM — 47. Y OONbHbLIX MYXXYMH COAEPXKUTCS
Tenbue bapa (nonosou xpomaTtuH). Aytocombl ¢ 1-1 no 22-10
napy 6e3 oTKNoOHeHU oT HOpMbI. [10 NONOBOro co3peBaHUA
pa3BuTME ManbLYMKOB Mario Yem OTnu4yaeTcsl.

151 6051bHBIX XapaKkmepeH 8bICOKUU pocm,
acmeHuU4YecKoe meJsiocsioxxeHue, OJfIUHHbIe Ho2U,
WupoKul ma3s, 2uHekomacmusi, csiaboe osoJsioceHue
Ha meJse, azoocrepmusi (omcymcmeue
criepMamo30udo8), yMCmeeHHasi omcmasiocma.

OnucaHbl U gpyrue uutoreHeTuyeckue sapuaHtbl: XXYY
(knuHMYeckun: rmybokas 4eOMNbHOCTb U CTpaLWHbIN cagusm), 48
XXXY, 49XXXXY n gp.



OcHOBHBIE NPOABNEHUA:

* HeAOPa3BUTHE ANYHUKOB,
* FTUNONNA3UA MATKK;

* BTOPUYHan ameHopes;

+ Becnnoame;

* NPEXAEBPEMEHHBI KNMMaKC;
* CHUXEHME UHTeNneKTa;

* HaKNOHHOCTD K LWM30DPEeHUN.

Cunapom
Knaitndensrepa
(6onbHomy 10 ner)

Bonsxas 10 ner
¢ XXX-xoMnnexcom
NONOBLIX XPOMOCOM

CuHapom Tpucommm-X
(8BEPXY — AHOMANMMK KOCTHOTO
ckenera nuua, sbiBux
XpycTanuka; BHU3y — HU3KWiA
pocT, kud03 rpyaHoro otaena
NO3BOHOYHMKE)




mMuuammmcmx i
scTpeyaeTcs ~ B 1% Bcex 3avarmin
(cpem CNOHTAHHBIX aﬁop'roc —-818 5%)

OcHOBHBIE NPORBACHUA:

« Hu3xuia pocr (y aeten — 3a-
LAEPXKa OKOCTEHEHWA Crene-
Ta, HAPYWEHWe CNUAHWA
anudu3os ¢ metadpmaamu),
BO3MOXHO passuthe kudo-
3a, CKONMO3a, CNuAHKEe nnn
YKOpPO“EHUe TeNn NO3BOHKOB.
YposeHs ropmMoHa pocra B
KPOBW HOpManew Wnu naxe
yBENNYEH.

« Nonoso# MHOAHTUINIM
(AaMCreHeans roHan; nepeuy-
Han aMeHopes; Hepopassu-
TME BTOPMYHBIX  NONOBbIX
NPU3HAKOB W3-33 Pe3Koro
CHUXEHUR YPOBHA acTpore-
HOB B OpraMvuame).

« Becnnoawe.

« YMCTBEHHAR OTCTanocTs (He
yacro!).

« BOnbHbIE BHIMAART CTapuie
CBOEro Bo3pacra.

« KpbinosnaHas xoxHas cxnaa-
ka Ha Wwee (He scerpal).

» lehpOpMUPOBAHHLIE YIUHLIE
PaxkoBMHbIL.

+« MHOXECTBEHHbIE POAUMBIE
NATHA Ha KOXE.

Bonsuan 23 ner.

Poct 140 cm; npeobnananne
HUXHEH NONOBMHLI Tena
Haf BepxHe# (eBHyxonAaHbIA
NPU3HAK), KOPOTKan
C LWWMPOKHM OCHOBaHWEM
wes («wes chuHkcar),
rPyAHbIe Xenessl
OTCYTCTBYIOT, PACCTOAHKE
Mexay rpyAHbIMKU COCKaMu

yBEIMYEHO

npunomunﬁm

POBAHHBIE, HW3KO
PacnoNOXeHHbIe ylu

= o T
-

Huakoe pacnonoxexsue
NWHWK POCTa BONOC
(«BONOCaTAn Wes»)










[NunarHocTuka n metoabl reHeTU4YeCcKoro
obcrnegoBaHuUA

FeHeanorn4yeckmm MeTop = cocTaBfieHMe POAOCIIOBHOM 3anucu
nocrieayroLWMM aHann3oM nposiBfieHUA NpuU3Haka, XxapakTepHoro ans
KOHKPEeTHOW HacneacTBeHHOU 60re3HU Ha NPOTAXKEHUN BO3MOXHO OorbLuero
Yyucria NOKosIeHMN poaCTBEHHMKOB MaLMeHTa.

Bnu3HeULoOBbLIN METOA < conocTaBneHue BHYTPUNapHoOW KOHKOPAaHTHOCTH
(vaeHTN4YHOCTN) OAHO- N ABYAULOBbLIX O/IN3HEL OB, XXUBYLLUUX B Pa3HbIX U
OAMHAKOBbIX YCIIOBUSIX, MO aHaNIM3MpPyeMoMy NaTosiorm4eckomy npusHaky.

LlnToreHeTU4eCKNN METOL, COCTOUT B MUKPOCKONUYECKOM MCCreaoBaHUu
CTPYKTYpPbI M1 YUCIIa XPOMOCOM KIleTOK (NTeMKoOLUTOB, INUTEenusa u ap.).

demorpacpunyeckmm meton = coctaBrieHue poaoCroBHbIX cpean 6onbLuon
rpynnbl HaceneHus, B npegenax o6nacTtv Unu Lenoun cTpaHbl, C NocneayLwmm
CTaTUCTUYECKUM aHaANM30M NposiBIEHUs1 MaTONIOrMYECKOro NpusHaka u Hanmuus
MeHAerneBCKMX COOTHOLUEHUM, B UCCnegoBaHUM reHeTUYECKUX N30NSTOB.

Brnoxummuyeckmm metop, s uccnegosBaHme 6MOXMMUYECKUX MPU3HAKOB,
3aBefoMO cneuncUrYHbIX ONA onpeaeneHHbIX HacneaCTBEeHHbIX 6one3Hen
(cepnoBuAHO-KNEeTOYHasA aHEMUA U Op.).



[ToOoxo0bI 8 60pbLbe C
HacsieOcmeeHHbIMU 6osie3HsIMU

1. MaccoBoe «npocevBaHue» HOBOPOXAEHHbIX Ha
HacnencTBeHHble AedekTbl OOMeHa BelwecTB
(BbiIiBNeHUe peHUNKeToHypumn, runoTupeosa,
MYKOBUCLUOO03a, ranakroseMmn u gp.).

2. MpeHaTanbHaa AnarHocTuKa (c
UCMNoNnb30BaHMEM pa3HbIX meToaos: Y3WU,
deTockonus, amHUouUueHTe3 n Ap.) B 1- n 2-m
TpumecTpax oepemMeHHOCTM.

3. Meaunko-reHeTU4ecKoe KOHCYJIbTUPpOBaHUe.

4. KOHTpOnb 3a MyTareHHOM ONacHOCTbLIO
dakTOpPOB OKpyXKarLwen cpenbl.



[TpHUMNbI NeYeHus

e CuMmnToMaTU4yecKoe: neKapcTBeHHbIe,
XUpyprmyeckoe ygarieHMe nopaxeHHbIX OpraHoB,
KOppeKuus nopoKoB cepaua v Aap., C NOMOLbIO
dounsnyecknx metoaos (NpuU HacneaACTBEHHbIX
3aboneBaHNAX HepBHOU CUCTEMbI —
JANeKTpoTepanusa, Knmmartorepanus).

* [laToreHeTn4yeckoe — KoppeKkuust ooMeHa
(Ha3Ha4YyeHMe AneTbl; BO3MelleHe HeaocTarLero
npoAaykKTa; ocBoOOXAeHMe OT NPOoAYKTOB OOMeHa,
ABNAKOLWMXCA CyOCcTpaTaMm NaTonornieckomn
peakuum).

* JTUONIOrMYecKkoe — nepcneKkTuBa Npu peannsauum
AOCTNXXEeHUN FreHHOU NHXXeHepuu.
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