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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

l'eHbI = amo yyacmku monekynbi [JHK
CmpyKmypHbIU 2eH — TeH, XpaHAwWwun nidopmauumio o
CTPYKTYype 6enkoBon MONEeKynbl.
[eH-onnepamop ynpaBnseT akTUBHOCTbIO HECKOSTIbKUX
CTPYKTYPHbIX FeHOB W pacnofiaraeTcs HenocpencTtBeHHO
Bo3re HMx. Komnnekc U3 reHa-oneparopa v rpynnbl

CTPYKTYPHbIX FeHOB, MM ynpaBnsieMbiX, oopa3syeT
OlEpPOH.

[eH-peaynisamop perynupyeTt akTUBHOCTb OMepoHa C
NOMOLLbLIO cneunaribHOro BelecTsa, UM
npoayunpyemoro penpeccopa. Penpeccop, BoO3aencTByA
Ha reH-onepartop, MHFrIMoupyeT ero n bnarogapa aTomy |
aKTUBHOCTb CBSAA3aHHbIX C HUM CTPYKTYPHbIX reHOB.

Mo cTeneHn akTUBHOCTU reHbl AeNATCHA HA JOMUHAHTHbIe
(nposienisirom cebs e nape c nobbim 2eHom) N PeeCCUBHbLIE.



[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.



1.

B3anmogencTBme HacneacTBEHHOCTU U
cpeabl

Bce 60ne3Hn MOXHO pa3gerniuTb Ha YeTbipe

rpynnbl.

3aboneBaHus, KOTOpblé BO3HMKAKOT He3aBUCUMO OT CBOMCTB
reHoTUMna, UCKNIYUTENIbHO Noa BrIMAHNEM HebnaronpuUATHbIX
dakTopoB cpeabl (ny4yeBasa 60re3Hb, TPaBMa, OXOor).

Bone3Hu ¢ HacneacTBeHHON NpeapacnonoXXeHHoOCcTbIo (A0 90 %).
CamMu OHM No HacneacTBY He NepenarTcs, HO NpuU onpeaeneHHbIX
YCIIOBUSAX fierye BO3HUKAKOT (rMnepToHu4yeckas Oone3Hb, caxapHbIn
avaoer).

Cob6CcTBEHHO HacneacTBeHHbIe bone3Hu. Bceuerno 3aBucAT ot
reHoTUNa, NnepeaaroTcs No HacneacTBy. ATUONONNA =
namoJsioc2u4deckul 2eH (heHUnKeToHypus, 6onesHb [layHa.).

HacneacrtBeHHble 60ne3HU, 00ycnoBrieHHbIe NaTONIOrM4YecKoun
MyTauueun, ogHaKo AN UX NposABrieHns HeobxoanMmo crneunduyeckoe
Bo3aencTBue cpeabl. Hanpumep, nposiBneHne HegoOCTaTOYHOCTHU
remornobuHa (HbS) npwm | PaO,.




CTtounkoe, ckaykoobpa3Hoe n3aMeHeHue B HacneaCTBEHHOM
annapare KneTku, He cBsA3aHHOe C OObIYHON peKoMOUHauneu
reHeTU4YeCKOro matepuana, HasbiBaeTcsl MyTaLluen.
Bblp,enilI-OT MyTauun.

reHHbleé — U3MeHeHue CTPYKTYpbl UK NocneaoBaTeribHOCTHU
pacnonoxeHus B AJHK oTaoenbHbIX reHOB;

XPOMOCOMHbIE — N3MeHeHne CTPYKTYpbl XPOMOCOM (yTpaTa unm
yANWHEeHNe NX y4acTKOB);

reHOMHbl€ — U3MeHeHUue Yucria XpomMocom (HeaoCcTaToK Unun
n30bITOK) B HAbope, He cCoNPoBOXAaeMOe NU3MEHEHUAMMU UX
CTPYKTYpbI.

Mo xapakTepy U3MeHeHUs1 reHeTU4YEeCKOro matepumana (reHa unu
XpPOMOCOMBbI) BblaensoT: desieyuu — BbinageHue Kakoro-nm6o
y4yacTKa reHa unm XpomMocombl; mpaHcsiokayuu — nepemMelieHue
yyacTKka; UHeepcuu — noBopoT y4yactka Ha 180° (xpomocoma
nepekpyvymBaeTCs, reHbl pacnosiaraloTcs B oopaTHOM nopsiake;
dynsiuKkauyusi — BCTaBNSAETCA NIULIHWUIA FeH.

Mo npnYMHHOMY XapaKkTepy BbIAENAKT CNOHTaHHbIEe

(camonpousBonbHbIE) MyTaLuu U MHAYLUPOBaHHbIe (Noa BIIUAHUEM
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)
cBOoOOAHbLIe paguKarnbl; B) LUTOCTaTUKU U Ap.

Bce xuMmnyeckmne MmyrtareHbl AOMKHbI FIerkO MPOHUKaTb B KIETKY U
pocTurathb aapa.

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

OHAOOreHHble XUMNYECKMEe MyTareHbl 00pa3yroTca Ha NyTAX

obmeHa BelecTB B OpraHM3Mme — nepekncb Bogopoaa u

nUNuAaHbIe NepeKkncun, a Takke cBob6oaHbIe KUCIOPOAHbIe
paguKanbl.



MyTauusa He Bcerga BrneYeT 3a coboun
N3MEHEeHUs B OpraHM3me, Tak Kak:

He Kaxxpana 3ameHa a30TUCTOro OCHOBaHUSA
B monekyne AHK npnBoanT K oundKe npu ee
peaynnukauum;

He BCcAKkoe aMMHOKUCIIOTHOE 3amMelleHne B
MoONeKyne 0enkoB NPUMBOAUT K HAPYLUEHUIO
ee KoHhopmauuu,;

| Tonbko 5 % reHoB (PYHKLMOHMPYET, a
oCTalribHble HaXoAATCA B penpeccupoBaHHOM
COCTOSIHUMN U He TPaHCKPUOUPYIOTCH.



[TaToreHe3 HacneacTBeHHbIX OONne3Heun

B pe3ynbraTte myTauum obpasyercs
aHOMaJIbHbIU 2eéH C U3BMEHEeHHbIM KOAOM.

! | Peanu3auuna aencrtesusa aHoManbHOINo

reHa — 3aBepLualoLlee 3BEHO nartoreHesa
HacneacTBeHHbIX OoNie3HeMw.

| == Passiuyarom mpu OCHOBHbIX nymu
peasnusayuu delicmeusi aHOMaJs/lbHO20 2€eHa,
obpa3oeaswea0csi ecriedcmeaue Mymauuu.



Peanusauuna nencreus
aHOMalNnbHOIo reHa

[lepebiu nymb aHOMalbHbIU FeH,
yTpaTUBLUMU KOO CUHTE3a CTPYKTYPHOIro
nnn pyHKLMOHAarIbHO BaXXHOro 6erka
P> npeKpawieHne cuHTe3a MH(popMaLUOHHON
PHK > npekpalweHue cuHte3a benka »
HapyLleHUue XnsHegeAaTenbHoOoCcTn »

HacsieocmeeHHast 60Js1e3Hb.




bone3Hn, BO3HUKaloLWMe No nepBoMy
naToreHeTU4eCKOMYy BapUuaHTy

. FMnoanbﬁyMMHeMMﬂ — | KonuyecTBa anbO0yMMHOB B

KpOBU, YTO NpeapacnonaraeT K NacCTo3HOCTU, HacneayeTcs
KaK ayTOCOMHO-peLieCCUBHbIN NPU3HaK;

- rMNoPnOpMHOreHeMunsa — | konnuyecTsa
donbpuHOoreHa B KpoBMU, UTO BeAeT K HapPyLUEeHUIO
CcBepTbiBaHUA KPOBU U KPOBOTOYNBOCTU, HAacrieayeTcsd no
ayTOCOMHO-peLecCUBHOMY TUNY;

- a-, FTMNoraMmmMarnooyrimuHeMust — U konuuyectea y-
rmooynmMHOB, CHUXKEHUe Pe3UCTEHTHOCTHU K
OakTepuanbHbIM UHdEKUNAM, HacregoBaHue
peueccuBHoe, cuensieHHoe ¢ X-XpoOMOCOMOW U Ap.



e LIBeTOBaA cnenorta — HECMNOCOOHOCTbL pa3nnyaTtb
KpaCHbIU U 3erieHbin uBeT (AanbTOHU3M), KPpaCHbIU
N CUHUU U CUHUW U 3eJIEHbIN.

 MyTauma B reHax , kKoampymwowmnx dortopeLenTopbl,
BbI3bIBalOT HapyLwleHue BOCNPUATUA LBETA.

* B HacToSILLee BpeMs AarlbTOHN3M Hens3fneyum.

e OOHakKo pa3pabomaHa mexHosi02usl JIe4YeHUs
daJIbmOHU3Ma 3a cHem 8HeOpPEeHUSsI 8 KIilemKu
cemyamku Hedocmarouw,ux 2eHo8 ¢ MoOMOUWbHo
Memoooe8 2eHHOU UH)XeHepuu ¢ ucroJsib308aHuem
8 KaYecmee eeKkmopa sUpPyCHbIX Yacmuu.

B 2009r. B Nature nosBunacb nyonukaums o6
yCreLwwHOM UCMbITAHUN 3TON TEXHOJIONMU Ha
ob6e3bfAHax, MHOrMe U3 KOTOpbIX OT Npupoabl
NJSIOXO pa3fiMyaloT LBeTa.



MHorue nrogu c
HapyLueHuem
LBETOBOCNPUATUA
He YyBUOAT Ha
3TOM
N300paxxeHnun

4yucrno

INMooun c
NnpoTaHonMeun He
yBUOAT uncna 37

INMooun
C AeuTepaHonuew
He yBUAAT Yyncna
49, npunyem undpy
9 MOryT He
yBuUaeTb gaxe
nogu c
HOPManbHbIM
3peHuem

Jloan c
TPUTaHOMNMUEN
He yBUOAT

yucna



 [eMmohunua nosaBnsaeTcsa n3-3a U3MeHeHUs o4HOro reHa
B Xxpomocome X. Pasnuyatot Tpu Tuna remochunum (A,
B, C).

 [emodunusa A (peueccnBHaa mytaumsa B X-XxpomMocome)
Bbi3BaHa reHeTU4YecKkum aedeKTom, oTCyTCTBUEM B
KpOoBM Heobxoanmoro 6efika — Tak Ha3biBaemMoro
dakTopa VIl (aHTUremodunbHoro rnodynuHa). Takas
remoounna cYnMTaeTcs Krnaccu4eCckou, oHa BCTpeyaeTcs
Hanbornee 4YacTto, y 80-85 % 6onbHbLIX remounmen.
TsXXénble KPOBOTEYEHUS NPU TpaBMax U onepaumsax
Haonoparotca npu ypoBHe VIl baktopa — 5-20 %.

 lemohunua B Bbi3BaHa AedeKTHbIM hakTopom KpoBu IX
(peueccuBHasa myTauus B X-xpomocome). HapyiueHo
obpa3oBaHue BTOPUYHON KoarynsaumoHHON NpooOKMu.

 l[emodunua C BbizBaHa pgedeKkTHbIM hakTopom kKpoBu Xl
(ayTocoMHasa peueccmBHasa Mmytauus), uaBectHa B
OCHOBHOM Yy eBpeeB-aLlKkeHa30B. B HacTosilee Bpems
remocounua C ucknrovyeHa n3 Knaccudukauumm, T.K. ee
an-lBuqecme NposiBrieHns 3Ha4YnTesibHO OTNIMYaKOTCA OT

n B.




* [emodmnusa- ceBAsaHHOEe C HapyLUeHuem
Koarynsuum (npoueccomMm CBEPTbIBAHNA KPOBMW).

 [Npu aToM 3a60neBaHMN BO3HUKAIOT KPOBOU3NIUAHUSA B
CyCTaBbl, MbilWLbl U BHYTPEHHUE OpraHbl, Kak
CMOHTaHHbIE, TAaK U B pe3ynbTrate TpaBMbl UNun
XUPYPru4eckoro BMeLaTenbCTBa.

* [MTpu remochunumn pe3Kko Bo3pactaeT onacHOCTbL rmoenu
naumeHTa oT KPOBOU3NMUAHNA B MO3r U apyrue
XU3HEHHO BaXHble OpraHbl, Aa)Xe npwu
He3HaYnTesribHOU TpaBMe.

 bonbHbIe ¢ TAXenon dopmoun remocpunumn
noaBeprarwTCcA MHBanMausauum BerieAcTBMe 4acTbiX
KPOBOU3JNTIUSAHUN B CyCTaBbl (reMapTpo3bl) U
MbiLleYHble TKaHU (reMaTOMbl).

e l[eMmodpununsa OTHOCUTCA K reMopparM4ecKumMm guartesam,
o0yCcnoBrieHHbIM HapyLleHUueM na3MmeHHOro 3BeHa
remocTta3sa (KkoarynonaTtusl).



Ooone3Hb Ha
CerogHsIWWHN OeHb
Heun3ne4ynma

OObLIYHO OOMEe3HbI0 CTPaAAT MYXYMHbI
(HacnepoBaHue, cuensieHHOE C NMOSIOM), XXeHLUUHbI Xe
BbICTYNAaKOT KaK HOCUTESIbHULbI reMoUnnMn, KoTopble

caMu el OObLIYHO He OOoNerT, HO MOTyT POAUTL OONbHbLIX
CbIHOBEWU Unn go4vyepeun-HocuTesrnbHUL.



 PaxuTt- gedekt AOMUHAHTHOrO annens, Bbi3bIBalOLWnUN
CHUXeHUue copepxaHusa ¢poccopa B KPOBM.

e CaxapHbin gnadet — myTaumm reHoB, obecrnevymBaroLmnX
HOpPMarnbHbIN YrineBOAHbIU OOMEH.

e KopoTkonanoctb-bpaxugaktunusa - aHomManus pasBuUTUSA No
TUNY YKOPO4YEeHUS NanbLeB.

° LI.Iecmnanocm-ﬂonup,axmm?m - aHaToOMU4eckKoe
OTKJIOHEeHUue, XapaKkTepusyrujeecsi 0onbLIUM, YeM B HOpMe,
KONiM4eCcTBOM NanbLUeB Ha pyKax UNu Horax y yesrioBeka.

o KapnukoBocTtb-IMnogusapHbI HAHU3M - 3TO 3agepXKKa
pocTta n pusnyeckoro pasBuTus, BbiaBaHHas
HeaOoCTaTOYHbIM KONMMYeCTBOM COMaATOTPOMNHOIo ropMoHa
(CTTI, ropMOH pocTa) B opraHusme.

e [NyxoTa - nonHoe OTCYTCTBUE ClyXa Unu Takoe ero
NMOHMXEeHMe, NPU KOTOPOM HEBO3MOXHO pa3bopumnBoe
BOCNPUATHNE peUUn. ITO NOTeps UITN Pe3Koe CHUXKEeHue
criyxa, npu KOTOPpOM HEBO3MOXXHO CaMOCTOAATEeNIbHOe
oBrageHne yCTHOU peydblo.






Peanusauuna nencreBus
aHOManbHOrIo reHa

Bmopou nymbs aHOMalbHbIN e,
yTpaTUBLUMUN KOO HOPManbHOU nporpamMmmbi
CUHTe3a (hepmMeHTa P npeKpalieHune
CUHTEe3a UH(POPMaALIMOHHOWU

PHK » npekpaweHue cuHTe3a pepmMmeHTa M
HapyLleHue XusHeagesaTesribHOCTH P

HacsieocmeeHHasit 60s1e3Hb.




bone3Hun, BO3HUKaKLWMe No BTOPOMY
naToreHeTU4YeCKOMY NyTuU

 MdeHUNKeTOHYpPUA — Hanbonee Yyactaa popma
BO3HUKaeT B pe3yfikTate MyTauun CTPYKTYPHOro
reHa, kKogupyrouiero OMocmHrtes
gheHunanaHuUHauopokcunasbl. DepmMeHT
OTCYTCTBYET B Ne4YeHU, YTo Onokupyet
npespawieHne peHunnanaHMHa B TUPO3UH.
KoHueHTpauua cdhbeHnnanaHMHa B KpOBU nocrne
POXOEeHUA Pe3KOo NoBbIWaeTCcA. Bbicokasi
KoOHUeHmpauus ¢peHunanaHuHa obycrsioesiueaem
MOKcU4YeCcKoe rnopaeHue Mmo32a, MoCKoJIbKY
UHa2ubupyemcsi mpaHcrnopm aMuHOKUCJIOM 8
HeUupoHbI > P pa3BuBaeTcCAa NONOTUSA.



e DeHUNKEeTOHYpUS — CBA3aHO C Ae(PeKToM
peLecCUBHOIo reHa, KoTopbin kogupyet depMeHT
nepepaboTkn 3 TOM aMUHOKNCNOTbI B TUPO3UH.
[MposiBnseTca B BuAe HapyweHUs yMCTBEHHOrO
pa3BuTuA, neeKkTom HepBHOU CUCTEMbI Y
HOBOPOXAOEHHbIX.

e 3TO 3aboneBaHMe ycnewHo Ne4YnTcsa cneunanbHo
noaooopaHHON ANETOU C HU3KUM coaepXaHUem
hbeHunanaHuHa.

* OTKpbITHE PEHUNKETOHYPUU CBA3LIBAOT C UMEHEM
HopBeXxckoro Bpada UBapa AcobepHa denuHra,
onucaswero B 1934 roay
runepdgeHnnanaHMHeMni0, acCCoUMMPOBaAHHYIO C
3a1epP>XKON YMCTBEHHOIO pa3BUTMUAIL.







°* AnbounHu3M. NpuunHa — Hedocmamok ¢hepmeHma
MmUupo3UHa3bl 8 MeslaHouumax — KrieTkax,
CUHTE3NPYHOLLUMX MUTMEHT MesnaHuH. Mpu
OTCYTCTBUM MeJlaHUHa KOXXa npuobpeTaeT
MONMOYHO-0enbIin LBeT ¢ beriecbiM OBOJTIOCEHUNEM,
HabnaaeTca cBeTo00A3Hb, CHMXEHNEe OCTPOThI
3peHus.

e ANbOMHN3M- HapyLleHne aMUHOKUCIIOTHOro
MmeTabonuama. BpoxgeHHoe OTCyTCTBMUE NMUrMeHTa
KOXXW, BONOC, paay>XHOU U MUTMEeHTHOU 0bonoYek
rnasa.

e OHN UMeKT NOBbLIWEHHYI YYBCTBUTENIbHOCTD K
COJIHEYHOMY CBETY, KOTOPbIN BbI3bIBaeT Y HUX
BOocnanuTtenbHble 3a00neBaHUA KOXMW.




JIEHEHUE




Peanusauunsa nencrtBms aHOMaribHOro reHa

e Tpemuu nymb = aHOManbHbIN reH ¢ NaTONOrM4YecKum
KoaoM P CcuHTe3 natonornyeckov nHpopmauymoHHon PHK
P CUHTE3 naToryiorm4yeckoro 6enka » HapyleHue
XU3HeaeATeNnbHOCTU P HacsiedcmeeHHasi 60s1e3Hb.

e CeprnosuUOHO-K/IemoYyHasi aHeMusl = cuHme3s
rnamoJsio2u4yeckKkoz2o S-eemoas106uHa, omsnu4vyarouw,e2ocsi om
HopmasibHo20 Hb mem, ymo 8 6-m nosnoxeHuu (-
nosaunenmuoHou uenu Hb emecmo 2nromamuHoeoUu
Kucsiombl Haxo0UMCS 8aJluUH ' MOJIeKYJibl S-2emo2s/106UHa
cmaHo8sIMcsl 3JIeKmpOoOHeUmpaJsibHbIMU U J1Ie2KO
obpa3yrom KoMmrmnsiekcbl, 0COOEHHO rnpu Hexeamke
Kucsiopooda; amu Komrsiekcbl (makmouodsbi) de¢hopmupyrom
apumpouumsi, Komopbie ecsiedcmaue 3moa0o
npuobpemarom ceprosuoHyro hopmMy U Jie2KO
rnoodeepa2aromcsi 2eMoJiu3y.



HopmanbHble U AehopMUpoBaHHbIE
3pUTPOLUNTLI B KPOBU YerioBeKa

8
o




MykoBucumnpos

e Kucto3subin hubpo3 sBnsaetcsa ogHMM U3 camMbiX
pacnpocTpaHeHHbIX MOHOreHHbIX 3aboneBaHun B
EBpone (1 Ha 2500 HOBOPOXAEHHbIX).
Hacnepnyetcsa no ayToCOMHO-peLecCUBHOMY TUNy.

e MykoBucUMAO3 - 3ITO CUCTEMHOE HacneaACTBeHHOe
3aboneBaHue, obycrnoBrneHHoe MyTaLueun reHa
TpaHCMeMOpaHHOro perynsatopa MyKkoBucuuaosa u
XapaKTepusyrLieecsi nopaxeHuem xeres
BHELUHEeN ceKpeuunun, TSHKenbIMU HapyLUeHNAMU
hbyHKLMMN OpraHoOB AbIXaHUA U XXeryao4YHO-
KULLEeYHOro TpakTa




[MaTonorn4yecknm reH nNokKkanu3yeTcsi B cepeauHe
AJINVHHOrO nJievya 7-u XpOMOCOMbI.

Ecnu o6a poauTtens retepo3nroTHbl, TO PUCK
poXxaeHna 601bHOro MyKOBUCLIMAO30M pebeHKa
coctaBnset 25 %. No gaHHbIM UccrneagoBaHUM YacToTa
reTepo3nroTHOro HOCUTesIbCTBa NaTosfIorM4ecKoro
reHa paBHa 2—5 %.

CneaocrBuemM MyTauuMm reHa ABNsieTCA HapyLleHune
CTPYKTYpPbI U byHKUMN OenkKa, nosflyumBLUEro Ha3BaHue
TPaHCMEMOPaAHHbIN PErynsaTop MyKkoBMcLmMao3a
(MBTP).

CnencrBmem 3TOro ABMSETCA CrylweHne CeKpeToB
Xene3 BHELWHen cekpeuunun, 3aTpyaHeHne aBakyaumm
ceKpeTa U U3MeHeHue ero PU3nKo-XuMn4eckunx
CBOUCTB, YTO, B CBOKO o4yepeab, U obycrnaBnmBaeT
KNMMHUYECKYI0 KapTuUHy 3aboneBaHus.



N3meHeHuns B nogxenyaovyHoM xerese, opraHax AbIXaHus,
XKesnyao4YHO-KULLEeYHOM TPaKTe PermcTpupyroTcs yxe BO
BHYTPUYTPOOHOM nepuoge u ¢ BO3pacTomM nauueHTta
HEeYKITOHHO HapacTaloT.

BbigeneHne BA3KOro cekpeta 3K30KPMHHbIMMU Xere3amMmu
NPUBOAUT K 3aTPYAHEHUIO OTTOKA U 3aCTOI0 C
nocneaylowmm paclumpeHmemM BbIBOAHbIX NMPOTOKOB Xere3,
aTpodcpmen xenesncTom TKaHU N pasBUTUEM
nporpeccupytowero ¢pubposa.

AKTUBHOCTb (P€PMEHTOB KMLLUEYHUKA N NoaXenyao4HOU
Xerne3bl 3HAYUTESNIbHO CHUXKEHa.

Hapsapgy ¢ dopmupoBaHuemM cKrneposa B opraHax nmeet
MecTO HapylweHue pyHKUuun oubpobnacTtoB. YCTaHOBIEHO,
4yTo (hMbpOoONaACTbLI OONbHbLIX MYKOBUCLUNAO30M
npoAyuupyloT LunuapHbin caktop, unu M-dgakrop,
KOTOpPbIU ObfagaeT aHTULUNMAPHON aKTUBHOCTBIO — OH
HapyLwaeT paboTy pecHU4YeK anuTenus.




* [lporHo3 npu mykoBucumaose A0 HacTosALero
BpPeMeHU OCTaeTCA Cepbe3HbIM.

o JlemanbHOoCcmMb cocmassisiem 50—60 %, cpedu
demeu paHHe20 eo3pacma — ebiule.

e NMo3gHAA AnarHocTuka sadboneBaHuUsA U
HeageKBaTHaA Tepanusa 3HaYNTENbHO yXyALwakoT
NMPOrHos3.

B HacTosILee BpeMs BO3MOXHA ANAarHOCTUKA
AaHHOro 3aboneBaHUA Ha paHHUX CpoKax
bepeMeHHOCTU, NO3TOMY OonbLUOe 3HaYeHue
npunobpeTaeT MeaANKO-reHeTU4YeCcKoe
KOHCYNbLTUPOBaHNe ceMen, B KOTOPbIX €CTb
OONbHbIe MYKOBUCLUOO30M.



Organs affected
by cystic fibrosis

Sinuses:
smusitis (infectSon)

Lungs: thick, sticky
mucus bulldup . bactaernal
infection, and

widened airways

Skin: sweat
giands produce
salty swealt.

Liver: blocked
bDliary ducts

Pancreas:
blocked
pancreatic ducts —

Iintestines:
cannot fully
absorb nutrients

Reproductive
organs:

{male anad female)
complicatons

|
\

Cystic fibrosis is a
hereditary disorder
characterized by lung
congestion and infection

Normal airway Airweay lined T
Airwway wall with a thin layer

of mucus
e

Airway with Thick, sticky
cystic fibrosis mucus blocks




XpomMocoMHbIe 60os1e3HU

ABnaTCA 0COOLIM BUAOM HacneacTBEeHHOMN
naTonormu, CBA3aHHON C NOBpPEeXAeHUEeM UX CTPYKTYpPbI
(XpOMOCOMHbLIMM MyTaLUUAMMN) NN HaAPYLUEHUEM UX
KornuyectBa (reHOMHble MyTauun).

I ICmpyKkmypHble aHOMasiuu XxpoOMOCOM ecmpedyaromcsi
pexe u o6bI4YHO rnpusodsim K 6osiee msixesibIM
(60s1bWIUHCMB0O cMepmesibHbI), MO CPaBHEHUKo C
KoJsluyecmeeHHbIMU U3MEeHEeHUSsIMU XPOMOCOM,
nocsiedcmeusim.

MyTauuu B ramertax NnpuMBOAAT K pa3BuTUO MOJIHbIX
oOpPM XpoMOCOMHbLIX 6onesHen, Koraa USMeHeHUs
KapuoTuna BbIsIBNSAKTCSH BO BCEX KJIeTKax opraHn3ma.

MyTaumu B coMaTU4eCKUX KneTkax Ha paHHUX 3Tanax

3aMOpuoreHesa NPUBOAAT K pa3BUTU0O Mo3auuyusma:
4YacTb KJIETOK OpraHn3mMa nmeeT HopMasnbHbIN KapnoTun,
a Apyrasi YaCTb — aHOMarbHbIW.




OcobeHHOCTU Te4YeHUA U NPOABNEeHUA
XPOMOCOMHbIX OOne3Heun

e OOWwKnmMm anga Bcex popM XPOMOCOMHbIX Oorie3Hen ABNAETCS
MHO>XECTBEHHOCTb NOpPaXeH!si: YepenHo-nuuesblie aucmopdum,
BPOXAEHHbIe NOPOKU Pa3BUTUA BHYTPEHHUX OpraHoB, 3ameaJieHue
pocTa n pa3BUTUSA, 3a4epPXKKa NCUXn4eckoro pas3sutus. Mpum
XPOMOCOMHBbIX 6one3HAx Habnoaaetca ot 30 Ao 80 pa3nMYHbIX
OTKINTOHEHUWU OT HOPMbI, KacaroLWmxcs (hM3n4eCcKoro U NCNXUYecKoro
pa3BUTUS.

e KnuHuyeckoe conoctaBneHue NOosiHbIX U MO3an4HbIX hopm
nokKasbiBaeT, YTO MO3anyHble POopMbI NPOTEKAKOT fierye, 4YTo
00BbACHAETCA NPUCYTCTBMEM HOPMaribHbIX KI1IeTOK, YaCTUYHO
KOMMEHCUPYHOLNX FreHHbIN AncbanaHc adbbepaHTHbLIX chopM.

e AyYyTOCOMHbIe DONie3HU NPOTEKAIOT TAXKeNnee 4YemM aHOManuu no
NOJSIOBbIM XPOMOCOMaM. ATO CBA3aHO C pa3fIM4YHON reHOTUNMUNYECKOU
aKTUBHOCTLIO XPOMOCOM: Y-XpPOMOCOMaA HECeT Marno reHoB, a oAaHa u3
X-XpOMOCOM Y XEeHLUH HaXOAUTCA B HEAKTUBHOM COCTOSIHUM.

[MposiBNneHna ogHMX u Tex e popmM XPOMOCOMHbIX DoresHen
CUNbHO BapbUPYHOT: OT fieTanbHoro acdpdekra Ao
He3Ha4YUTeNIbHbIX OTKNTOHEHUN.



e Cungpom [layHa (Tpucomus no 21 xpomocome ) —
ogHa U3 hopM reHOMHOU NaToNIorMn, NPU KOTOPOWU
yawie Bcero kapmortun npeacrtaBrieH 47 XpoMocoMaMu
BMEeCTO HOpMaribHbIX 46, MOCKOSIbKY XPOMOCOMbI 21-1
napbl, BMECTO HOpMarsibHbIX ABYX, NpeACTaBMeHbI
TpemMsi KONUAMM.

e CyuwiecTByeT ewie aBe hopMbl 4aHHOro CUHAPOMaA:
TpaHcnokaumsa XpoMocombl 21 Ha Apyrue XpoMoCOMbl
(yawe Ha 15, pexe Ha 14, ewe pexe Ha 21, 22 n Y-
Xpomocomy) — 4 % cny4dyaeB, U MO3anYHbIN BapUuaHT
cuHpgpoma — 5 %.

e CuHApPOM nony4yun HasBaHMe B YeCTb aHIMIUUCKOro
Bpayda [>xoHa [layHa (John Down), BnepBble
onucasBlero ero B 1866 rogy. CeaAsb MmexAay
NpoucxoXxaeHMemM BpPOXAEHHOro cuHapoma u
N3MeHeHMeM KonmyectBa XpoMOCOM Oblifia BbisIBNeHa
Tonbko B 1959 roay hpaHUy3CKUM reHETUKOM
Xepomowm JlexxeHoM.




bonesHb [layHa

Bonesus [layHa — XpOMOCOMHaN
dopma naronorum; BCTpeyaercs
¢ yacrtoton 1:700—1:800

BonbHOK 9 ner

(RVY . 3 EUE, E— e
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Tpucomnbiit BapuanT (~95% TRANCAOKAUNOHHBIN

acex GonnHbIx) Bapuant (~4%)

Mo3anyHblit BapuaHT (~1%) = HOPManbHOE KONMYECTBO KNETOK/TPUCOMHBIE KNETKM
(4em MeHble 3TO COOTHOWEHUE, Tem bonee BuipaxeH cuHapom flayHa)



OCcHOBNBIE NPORBNOHKR cun.npoua nayua

| Otcrasanne ! «ANarsos Ha nuue»:
| B PU3NHECKOM [ « HeDonbLIas ronoea co cKo- g e <4
pPasBUTUN, ' WEeHHbIM 3aTbITIKOM ; “ J!qf

| HU3KMWiA POCT 1 » KOCbI€ rnasHble Wwenu ‘

T 1 = anMKaHT ' TMonepeyxas
KopoTtkue . OTcTasaHue '« ManeHokune gedopMmupoBan- | «00e3bAHbR»)
nanbLbi, UCKpue- | B NCVXMHECKOM i Hbi€ yLUn ; cknaaka
NEeHHbI MU3UHeL, ; passuTnn, | « NONYOTKPLITHIA POT C BBICTY- |

n My '

npu 6oneaHu . cnaGoymve navou.xen | HUXHe# YeniocTelo |
Aayna - Pa3uoo6pa3nue rMOPOKMH paaawmn

} CKnOHHOCTb K VIHCbeKLMOHHbIM
Lm onyxonesbiMm 3aboneBaHnam

e — . —

BospacT
pOXeHWUbI
(ner):

no 20 SRR .t

25—29
35—39
40—44
45 un >

§ - NOPOKM cepaua (4acto!)

| » AeDeKTbl XesyA04YHO-KMLIEYHOro TpakTa
e e b BONONH Pa3BUTMS NOYEK 1 MOYEBbIX nyTew

o 5. o —— — " — P

Puck A
cuHApOMa i aig
AayHa
y pebeHka:
1/2325 o
v ' 1/1204 3nukanTtyc (OT 3nu- + rpey. kanthos —
NB! NpumepHo 20% 1/285 yron rnasHon Wwenm) — BeprukansbHas
cnyyaes cuHapoma 1/100 KOXHasa cknaaka, npukpsiBaowas me-
HayHa cBfa3aHo cOo cT1a- 1/45 AnanbHbiiA Yron rnasHon wenm

peHuemM cnepmaro3omn-
nos otua BonbHOro

(dpoTo no R. Witkowski, O. Procop, E. Ulrich)
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XXeHwwmHa ¢ cuHapomom [layHa B Bo3pacTe 38 net
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KapunoTtun npu TpaHcnokaumoHHomMm cuHapome [layHa
(oaHa 21-a xpomMmocoma npucoeanHeHa K 15-m xpomocome — yKaszaHo
CTperikon)



Hanbonee yacTtble BHewWwHWe nNpu3Haku cuHgpoma [layHa

YacToTa, % obwero

Mopok unu npusHak
yucna 6onbHbIX

Mo3aroBou yepen v nMuo 98,3
Bpaxuuedanus 81,1
MoHrononaHbIn pa3pes rnasHbiX Wweneun 79,8
dnuKaHT 51,4
Mnockas cnnHKa Hoca 65,9
Y3Kkoe HEDGO 58,8
BonbLwon BbICYHYTbIN A3bIK

NedopmupoBaHHbIe YLIHbI€ PAKOBUHbI 43,2
KocTHO-MbILWeYyHass cucTtema, KOHEYHOCTU 100,0
Hu3kun poct 100.0
HOedopmauusa rpyaHOU KINeTKn 26,9
KopoTkue u lLunpokKkue KucTm 64,4
KnuHopakTunusa mm3smHua 56,3

YKkopoueHHas cpeaHan ¢phanaHra V nanbua KUCTU C OQHOU crnbarenbHOM cKnaagkon 9

YeTbipexnanbueBasa CKnagka Ha JlafaoHu 40,0
CaHnpaneBuaHas wenb(He0bbIYHO LWMPOKOE paccTosiHue mexay | u Il nanbuem ctonbl)

Mnasa 721
MNarHa Bpawdunpa (benecoBaTble NATHA Ha pagy>XXHon 060s104Ke) 68,4
NMomMyTHeHue xpycTanuka 32,2

Kocornasue



 bonbloe 3HaYeHne Ana AMarHoCTUKN UMeeT AMHaAMMUKA

dn3nyeckoro n yMCcTBeHHOro pa3BmuTusa pedeHka. Npun cuHgpome
JayHa n To u gpyroe 3agepxuBaeTtcsi. PoCcT B3pocnbiX 60MbHbIX
Ha 20 cMm HMXe cpeaHero. 3aaepXXKa B YMCTBEHHOM pa3BUTUN
AOCTUraeT UMGeLnnbHOCTU, eCrin He MPUMEHSAIOTCA
cneunanbHble MeToabl 06y4yeHus. [letu ¢ cuHapomom [layHa
rlacKkoBble, BHUMaTe N bHble, NOCNYLWHbIe, TepnesimBbie Npu
oby4yeHuu. KoacpcbuumeHT ymcreeHHoro pas3sutus (IQ) y pasHbix
AeTen LUMPOKO BapbupyeT (ot 25 go 75).

* Peakuusa peten ¢ cuHgpomom [layHa Ha hakTopbl OKpYyXXatloLeu
cpeAbl 4HacTo naTtosfiornyeckasl B CBA31 €O CrlabbIiM KNMEeTOYHbIM U
rymoparibHbIM UMMYHUTETOM, CHMXeHnem penapauum OHK,
HeaoCTaTO4YHOM BbIPabOTKOM NuLieBapuTesibHbIX hepMEeHTOB,
orpaHu4eHHbIMU KOMMNEHCaTOPHbIMU BO3MOXHOCTAMU BCEX CUCTEM.
Mo aTon npuunHe aetn ¢ cuHapomom [layHa 4yacto 6onetor

NMHEBMOHUAMMU, TAXEI10 NepeHOCAT AeTCKue VIH(*)GKLWIVI. Y Hux
OoTMe4dYaeTCAa Hea4oCTaTOK MacCChbl Tera, BbipaXxXeH aBUTaMUHO3.

BpoXaeHHbIe MOPOKU BHYTPEHHUX OpraHoB, CHUXKeHHasA
NnpuUcnocobneHHOCTbL AeTen ¢ cmHapomMmom [layHa 4yacTto npuBOAAT K
netanbHOMy ncxopay B nepsble 5 neT. CneacreBmMemM M3aMeHEHHOro
MMMYHUTETa U HEJOCTAaTO4YHOCTU penapauuoHHbIX cuctem (ana
noBpexaeHHon JHK) aBnaloTca nenkosbl, 4YacTo BCTpe4varLwmecs y
GonbHbLIX ¢ cMHapoMoMm [layHa. CpeaHAA NpoAOMKUTENIbHOCTb XXU3HU
npuv cuHpapome flayHa 36 ner.



HuacHocmuka:

B nepuoae BHyTpuyTpoOOHOro pasButua cuHapoma [layHa MoXeT ObITb BbISIBFIEH NMPU
npoBeAeHUN BUOXNMUYECKOro CKpUHUHIra 6epemMmeHHbIX BO lI-m TpuMecTpe no peskomy
CHMXXEHMIO B CbIBOPOTKE KPOBU YPOBHSI XOPUOHMYECKOro roHafoTPONMHa, YTO ABNSIeTCA
KOCBEHHbIM NMPU3HaKoOM Hannuua cuHapoma [layHa y nnopa. B aTom cnyvae
OepeMeHHas XeHLWWHa AOMKHA ObITb HanpaBrfeHa Ha yIibTpa3ByKOBOEe CKaHUpoBaHUue 2-
ro ypoBHS, TaK KaKk npuv gaHHou natosnormm no4ytu B 100% HabnoaeHMn BbISABNAKOTCA
Y3U-mapkepbl XpOMOCOMHbLIX CUHAPOMOB. [nA noaTBepXAeHUA AuarHo3a cuHapoma
[dayHa n panbHeunwero MeaAuUKo-reHeTU4eCKoro NPorHo3npoBaHUA COCTOSAHUSA 300POBbSA
Oyayuiero noTomMcTBa poauTesrien nokasaHo rnpeHaTtanbHOe KapuoTunupoBaHue nnoaa.

OuddepeHunanbHasa gnarHoCcTUKa NPoBOANTCH C BPOXAEHHbLIM rMNOTUPEO30M,
aApyrumun chopmamMmm XpoMOCOMHbIX aHoManuun. LintoreHetn4yeckoe uccriegoBaHue y
AeTen NoKasaHo U Npu NoAo3peHun Ha cuHapom [layHa, U npu KIMMHUYECKU
yCTaHOBMIEHHOM AinarHo3e, NOCKOSIbKY LIUTOreHeTU4YeCcCKasa XxapakTepmMcTuka naymeHTa
Heobxoauma AnAa NporHosa 340poBbA OyaAyLMX AeTen y poauTenien n nx
pPOACTBEHHUKOB.

JleyeHue. NMpegnpuHUManNuUcbL NONbLITKU NeYUTb AeTen ¢ cmHapomom [layHa
ropMmoHamMmu LUTOBUAHOM Xere3bl n runodpunsa, oagHako 3TU MeToAbl HAXOAATCA
nokKa Ha ctaguu pa3padoTKu.

Kak n gpyrue ymctBeHHO OTCTasible AeTU UX YPOBHSA, OONbHbIEe C CUHAPOMOM
HJayHa nogaarotca oby4YeHUo ObITOBbIM HaBblkaM, KOOpAUHAUNN OBUXEHUMN,
peyn u gpyrum NpocTtbiM PyHKUMAM, HEOOXOAUMbIM B NOBCEAHEBHOMN XXU3HMW.



N3yyeHne reHeTUKN TsXKeriom yMCTBEHHOU OTCTariocT nokasaro
3HaYMTESIbHYI FreTeporeHHOCTb 3TOU rpynnbl 3aborneBaHUMN.

B nocnegHee BpemMs BHUMaHMe reHEeTUKOB NPUBEYEHO K UsyyeHuro X-
cuenneHHOU YMCTBEHHOMU OTCTarnocTu (CUHAPOM FIOMKON, UNKn
dparunbHon X-xpomocomsbl, cuHgpom MapTtuHa - benna).

Ha3BaHune cuHgpoma obbsAcHAeTCA ocobomn cpopmon ctpoeHns X-
XPOMOCOMbI, KOTOpasi UMeeT XOPOLUO 3aMeTHYI0 NepeTAXKKY Ha KOHLe

AOAJTMHHOIO nreYva.
,(
Puc. 12.9

Curgpom nomkoin (pparmnerHoi) xpoMocome: X (cnHapom
Mapmna-mea)
- Jlomkan X-XpoMocoMa MyXx4uHb! (CNEBa) M XeHWnHbI

gcnpaea
Jinyo nogpocrtka ¢ cumHgpomom MapruHa-benna.




[Mocrne BbIABNeHUSA 3TOU HacneaACcTBeHHOU (pOpMbl YMCTBEHHON
OTCTaNoCTU cTaria NOHATHOM OorblUasA YacToTa BCTpe4YaeMoCTH
UHTeNJeKTyanbHOro HegopasBUTUA Y MaribYUKOB.

JTO peueccuBHoOe 3aborneBaHue nepenaetca ¢ X-xpoMoCcoMou yepes
MaTb, MOCKONbKY Manb4uKU NONy4YaroT CBOKO €AUHCTBEHHYIO X-
XpOMOCOMY OT MaTepu. Y Manb4uKoB, B OTIIMYMNE OT AEeBOYEK, TOSNIbKO
oaHa X-xpomMmocoma, No3TOMy peueccuBHble X-cUensyieHHbIe
3aboneBaHuA y HUX HAONOOAKOTCSA ropasao 4atule.

Oka3anocb, YTO CUHAPOM JIOMKOU X-XPOMOCOMbI ABNAETCA OOHUM
U3 Haubonee pacnpocTpaHeHHbIX HacrneacTBEeHHbIX 3aboneBaHUN,
conocTtaBMMbIM MO YacTtoTe ¢ bone3sHblo [layHa (npumepHo 1 Ha 2000
MY>KYUH).

Kpome noMmkon X-XxpomMocomMbl A5l 00SbHbIX XapaKTepPHb
HeKoTopble Mopdonornyeckmne NpuU3HaKku, KOTopblie He Bceraa
OTYETNINBO NPOABNAIOTCA (BbICOKUMN BbINYKSbINA JI00, KPYNHbIE YLUN U
YesrilCTU, KPYNHbIe KUCTU PYK, YBEJNIMYEHHbIE ANYKN).

YMcTBEHHOe pa3BUTHe Koneobnetcsa Mmexay 3HaYeHUsAMum
IQ ot 30 o 65 (MHoraa B rpaHMLaX HOPMb).



Peuyb nsobunyer noBTopamu, 4acTo BCTpeyaeTcss cBoeobpasHoe
3anKaHue.

Ona peten xapakTepHa ABuUraTeribHas pacTOPMOXEHHOCTb U
HeKoTopble CUMMNTOMbI ayTu3ama (pebeHOK nsberaet rnasHoro
KOHTaKTa, MPOU3BOAUT CTEPEOTUMNHbIe ABUXEHUA pyKaMu,
UCNbITbIBaeT CTpaxwu).

[axe npu nerkou cTteneHn UHTennNeKTyanbHON HeJgoCTaTOYHOCTHU
AeTU ¢ TPyAOM OBflageBaloT HaBblKaMU cyeTa U Nnucbma. [letm ¢
NTIOMKOU X-XpOMOCOMOU UMEIT CBOEOOpa3HyLo
areKkTpoaHuedanorpammy.

B cBAA3n ¢ Tem, 4TO CUMNTOMbI 3aboneBaHUsA pa3HOOOpa3HbI, YacTo
CTaBUTCHA OLWIMOOYHBbIN AMarHo3 (lwmn3odpeHus, paHHUU OETCKUU
ayTu3m, anunencus, cuHapom gecmunuta BHUMaHUA U

rmnepakTUBHOCTH). ‘

B pesynbmame demu He nosiy4arom
coomeemcmaeyrou,e20 Jie4eHuUsl, a ceMbsi ocmaemcsi 8
HesedeHUU OMHOCUMEesIbHO UCMUHHbIX MPUYUH
HapyweHusi pa3eumusi.



AHOManNum comMmaTu4decKux
XPOMOCOM

Tpucomus no 18-n nape — cuHoOpom
Jdeapdca (Yactota 1:7000). Oetn
poXaarTcH cnabbiMnU, UMEIOT CKOLLEHHbIU
nonoboponokK, oMeHb ManNeHbLKUN POT, HU3KO
nocaxeHHsble ywu. UMerotca aucnponopumm
B CTPOEHUU cKerleTa — OJIMHHbIE Nanblbl,
yKa3aTesibHbIU nanewy npuKkpbIBaeT 3-U u 4-
n. letn paHo norndaroT, Tak Kak UMeKoT
pa3finyHbleé MOPOKU BHYTPEHHUX OpPraHoB
(2/3 peten c cnHgpomom daBapaca
YMUPAKOT B repBblie 6 MecsueB XU3HWN).



CuHapom daBapaca (CMHApOMm
Tpucomumn 18)

XapakTepusyeTcst KOMMJIEKCOM
MHOXEeCTBEHHbIX MOPOKOB
pa3Butua n tpucomuen 18
Xpomocombl. (Tpucomuna 18; 47,
XX(XY)+18)

MKB-10:

Q91.0 Tpucomus 18,
MenoTnYeckoe HepacxoxaeHue

Q91.1 Tpucomusa 18, moszanunsm
(MuToTHUeckKoe
HepacxoxaeHue)

Q91.2 Tpucomus 18,
TpaHcnoKauus

Q91.3 Cungpom daBapaca
HEeYTOYHEHHbIN

Bapuvauum
Kpome Tpucomuun 18, npucyrcrayroLien Bo
BCeX KfleTKax opraHM3ma, a Takxke MO3auiHou
Tpucomuun 18, BO3IMOXXHa U YaCcTUYHaA
Tpucomus. lNpun 3ToM YacTb Xpomocombl 18
npucoeanHAETCA K Apyrom xpomocome. Takoun
addeKkT Ha3bIBaeTCcH TpaHCioKauus, U OH
MOXEeT MPOU3OUTU KaK NMpU co3peBaHNM ramer,
TaK U nocrie onfogoTBOPEHUA B KNeTKax
3apopbiwa. B knetkax opraHMama npm 3Tom
OKa3bIBalOTCS ABE rOMONOrnyHbIe
Xpomocombl 18 n, AoONONHUTENbHO, YacTb
Xpomocombl 18, npukpenneHHas K gpyrom
XpomMmocowme. Y nogen, ctpagaroLmx
YyacTU4YHOM Tpucomuen 18, aHomanumn
NposiBNAKTCA crnabee, HeXxenu Npyu TUNUYHOM
cuHapome daBapAaca.



Cunpgpom Tpucomum 18 (cuHapom

daBapaca). A — BHewHun Bug 6onbHoro; b

— KapuoTun 00nbLHOro npm TpucoMmun B

rpynne E: | 2 ;

| — yepenHo-nuueBblie aHOManuu, Il — e . hn
XapaKkTepHoe pacnosioXxeHue nanbueB Ha A B

KUCTAX OONbHOIro

nhgﬁgno Kk 68 nM

XXH M An




MNMporHo3s: NMNpoaomKNTeNnbHOCTb XXU3HU AeTeu C
cuHapomom daBapaca HeBenuka: 60 % peten
yMUparoT B Bo3pacTte Ao 3 mec, Ao ropa
aoxusaet nuwb 5-10 %.

OCHOBHOM NPUYNHON CMEPTU CIyXKaT OCTaHOBKa
AbIXaHUA N HapyLeHusa paboTbl cepaua.

OcTaBlunecs B XXUBbIX — rnmyookue
oNnUroopeH.bI.

OwarHocTuka: B nepuoae BHYyTpnyTpooOHOro }
pa3BUTUA cMHApPOMa daBapaca MOXeT ObITb
BbISIBNIEH NpU NpoBeAeHUn
OMOXMMNYECKOro CKPUHUHIra 6epemMeHHbIX
BO lI-M TpumecTpe nNo pe3KkoMy CHUXEHUIO B
CbIBOPOTKE KPOBU YPOBHSA XOPUOHUYECKOro
roHagoTpPOMNUHA, YTO ABMNSETCA KOCBEHHbLIM
NPU3HaKOM HanuuiMa cuHapoma daBapaca 'y
nnoaa. B atom cny4yae 6epemeHHasn
XXEeHLUMHA AO0JMKHA ObITb HanpaBrieHa Ha
yIbTPa3BYKOBOE CKaHUpOBaHue 2-ro
YPOBHSA, TaK KaK Npu AaHHOM NaTosiIornm
noytu B 100% HabnoaeHUn BbISIBNSAOTCA
Y3U-mapKkepbl XpPOMOCOMHbLIX CUHAPOMOB.



Ons noaTBepXAeHUs anarHosa cMHapoma
daBapaca v ganbHenwero Mmeauko-
reHeTU4YeCKoro nNporHo3npoBaHus
COCTOSIHMSA 340pOBbSA OyayLiero noTomcTea
poauTeneun nokasaHo npeHaTtaribHoe
KapuoTunupoBaHue nnoaa.

Ona cBoeBpeMeHHOW ANarHOCTUKHU
3aboneBaHuA NPUMeHAeTCH
LUTOreHeTU4YeCKoe uccriegoBaHue.

OndbdepeHunanbHana guarHoCTuKa
NPOBOAUTCH C BPOXAEHHbLIM rMNOTUPEO30M,
apyrumm coopmamMmm XpOMOCOMHbIX
aHOMarivu.

LinToreHeTn4yeckoe nccnenoBaHune y aeteu
NoKa3aHo 1 Npu No4O03PEHNN HAa CUHOPOM
HdayHa, u npu KNMHUYECKU YCTAaHOBNIEHHOM
AuarHose, NOCKOSbKY UUToreHeTn4yeckas
XapaKTepucTUuka nauyumeHTa Heobxoamma ons
NpPorHo3a 340poBbA OyAyLWMNX AeTen y
poauTenen n nx poacTBeHHUKOB.




AHOMaNUmM comMmaTn4vecKux
XPOMOCOM

Tpuncomuu no 8,9,13-n nape = cuHopom
lNamay (1:6000). et o4eHb paHO FTMOHYT
(96 % 6onbHbIX nornbatoT Ao 1,5 ner).
XapaktepHa mukpouedanus, oedeKTbl
MSIFKOro n TBepaoro Heba, HU3Kue yLliu,
TAXenble N3MeHEeHUA CO CTOPOHDI
BHYTPEHHUX OpraHoB, yBerinyeHue
KonuyecTtBa nanbues (nay4vbu). Co CTOPOHLI
HepBHON CUCTEMbI — aTpPOPuUsa 3pUTEeNbHbIX
HEepBOB U OOOHATENbHbLIX AONEWN.



CuHppom llaTay

e HacTtoTa
cuHpgpoma llatay
cpeau
HOBOPOXAEHHbIX

paBHa
1:5000-1:7000.

LiuToreHeTU4Yeckne BapmaHTbl 3TOro
CUHApPOMa criegyloLiue.

[MpocTasa nonHaa Tpucomua 13 Kak
crieAcTBMe HepacXxoXaeHus
XpOMOCOM B Meuo3e y ogHOro n3
poauTteneu (rmaBHbIM 00pa3om y
maTepu) BcTpe4vaetcsa y 80-85%
OONbHbIX.

OcTanbHble criydyan obycrioBrneHbl B
OCHOBHOM nepenaveu
AOMNOSTHUTESNTIbHON XPOMOCOMbI
(ToyHee, ee ANMHHOIO NJieya) B
pPOOEepPTCOHOBCKUX TPaHCIOKaLuUusax
Tmna D/13 n G/13.
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yyacTtka C B xpomocome (aynnukaumsa); 4 — niBepcusa yyactka BCD B
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CuHpgpom Tpucomum 13 :
(cunapom laTtay). 8 x B x g n n b n
A — BHelWHUn B4 60nbLHOro;
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e Netun c cuHpgpomom laTay poxaaroTcst C UCTUHHOM NpeHaTanbHOMU
runonnasuven (Ha 25-30% HuXXe cpeaHUX BEeNTMYNH), KOTOPYHO HeNb3s
OO BLACHUTL HEOONbLUON HEAOHOLWEHHOCTbLIO (CpeAHUNn CPOK recTtauum
38,3 Hen). XapakTepHoOe OCrioXXHeHUue 6epeMeHHOCTU Nnpu
BblHalLMBaHUU nnopga ¢ cuHapomowm lNaray - mMHorosogue: oHO
BcTpeyaeTca noutu B 50% cnydyaeB cuHapoma lNartay.



MHoOXeCTBEeHHbIe MOPOKN Pa3BUTUA OTYETIIMBO 3aMeTHbI U
HenocpeACTBEHHO OOycraBnMMBalOT Manyko
NPOAOIKNTENbHOCTb XXN3HU AeTen C AaHHOU NaToSIormemn.

HecmMmoTps Ha TO, YTO AeTun
COrfacHO CpoKam
OepeMeHHOCTU poXaakTcs
AOHOLEeHHbIMU UNKU
He3Ha4YUTesIbHO
HeAOHOLWEeHHbIMU (CpeaHun
CpoOK 6epemeHHOCTHN — 38
Heaenb), obpalwaeT Ha cebs
BHMMaHMNe O4YeHb HU3KNN BeC
HOBOPOXAEHHbLIX (B cpeaHeMm
Ha YeTBEePTb HUXXe HOPMbI).
Ux aBuUratenoHas akTUBHOCTb
CUNbHO CHMXeHa. TemMmnbl
dn3nyeckoro n NCNXMYECKoro
pa3BUTUA KpauHe HU3KUe.




BHelwlHMe aHOManuu pasBuTUA 'f' L
MHOFOYMCIIEHHbI U MaTOrHOMOHUYHbI ANA
cuHapowma laray. '
Y pebeHKka Mmanble pa3mMmepbl Yepena,
KOTOPbIN, K TOMY Xe, UMeeT

HenpaBunbHyO hopmy (O6alleHHbIN Yepen
NMb0o TpeyronbHbIU C BEPXYLLKOWN,
obpalleHHON KBepXxy);

rmasHble s6110KU yMeHbLeHbl (MHOrAa u '
BOBCE OTCYTCTBYIOT), rfla3Has Wwenb y3Kas, ’.‘

Jy100 CKOLUEH. kil

OOGpawaloT Ha ceba BHUMaHNE HU3KO
pacnonoXxeHHble n oeopMUpoBaHHbIe

YLWHbIe PaKOBMHbI, 3anaBLuas
nepeHocuua.
OpaHako Hanbornee oGnUraTHbIM
npu3HakomMm cuHapoma lNatay aBnserca A
ABYCTOPOHHSAA paclyenMHa Heba n [ 4
BepxHeu rybbl B coueTaHuu ¢ -
nonuaakTuriven oobIYHO TOSTIbKO Ha pyKax

(MoryT ObITb BapuaHTbl NONUAAKTUIIMM Ha

pyKax nu Horax ogqHOBPEMEHHO).



AunarHocTuka u cBoeBpeMeHHoe
oOHapyxeHue cuHgpoma lMatay BO
BpeMs 6epeMeHHOCTU BO MHOIoOM
obneryunacb bnaropaps
CKPUHUHIOBOMY YJ1bTPa3BYKOBOMY
nccriegoBaHUIO 6epeMeHHbIX.

Hanbonee BaXXHbIV NPU3HaK,
NO3BONAIOLWMA 3aNO0A03PUTL AaHHYIO
naTtonoruio, - MHorosoaue.

Mo4YyTn y NONOBUHLI XXEHLUUH C
MHOroBoaueM BO BpeMms
0epeMeHHOCTU PoXKAaTCA AeTU C
pa3nIMYHbLIMM aHOMANUAMM Pa3BUTUSA,
B TOM 4ucrne ¢ cuHgpomom laTay.

KnuHunyeckaa guarHocTtuka
OCHOBbLIBaeTCA Ha AaHHbIX OCMOTpa
HoBOpOXAeHHOro. OOGbIYHO
npaBUNbHbLIAN AUarHo3 B 3TOM Cllyyae
NOCTaBUTb HECJIOXKHO.

B cBsi3Uu C TSXEenbiMU
BPOXAEHHbLIMU MOPOKaMMU
pa3BUTUA OONbLUMHCTBO AeTeun
c cuHgpomowm [laTtay ymuparot B
nepBble HeAeNnu Unu Mmecsubl
(95% - po 1 ropa).

OpoHako HeKoTopble OOoSbHbIe
XUBYT HecKornbKo net. bonee
TOro, B pa3BUTbIX CTpaHax
OTMeYaeTcs TeHOAeHUuus
yBenn4yeHus
NPOAOMKUTENbHOCTU XXU3HU
OonbHbIX ¢ cnHapomom laTay
no 5 net (okono 15% pgeten) n
naxe ao 10 net (2-3% peten).



AOpyrne cuHApPOMbI BPOXAEHHbIX
NOPOKOB pa3BUTUA (CUHAPOMBI
Mekkensa n Mopa, TpuroHouedanusa
OnuTua) no otAenbHbIM NPU3HaKaM
coBnagarT ¢ cuHapomowm [laTtay.

Pewarwwmn dpaktop B AMarHocTuke -
nccnegoBaHMe XPOMOCOM.

LinToreHeTnyeckoe nccnegoBaHume
NokKasaHoO BO BCeX CllyyasiX, B TOM
yucne y ymepLiux geteun.

TOYHbIU UMTOreHeTUYeCKUMN AnarHos
HeoOxoauM ANA NPOrHo3a 340poBbs
oyaywmx oeteu B cemMbe.

JleyuebHaa nomoLb AeTAM C
cuHapomowm lNatay
Hecneuudunyeckas: onepauum
Mo NOBOAY BPOXAEHHbIX
NMOpPOKOB pa3BuUTUA (No
XXU3HEHHbIM NoKa3aHUAM),
obLeykpennsaoLlee rieyeHume,
TwaTesibHbIN yXoa,
npodunakTuka NnpPocTyaHbIX U
WH(PEKLNOHHbIX Oore3Hen.

Hetn c cuHagpomom llaTtay npakTuyecku Bcerga umMeroT
rmyooKy nanoTuio.



CvHapom oyonb-Y

Cunapom XYY xapakrepusyercsst kapuorunom 47, XYY. OH BriepBbie ONIMCAH B
1960 . YacToTa CHHAPOMA O CPEAHECTATUCTUYECCKUM JJAHHBIM COCTABJIAET
cpeau HOBOPOKAeHHBbIX 0K010 1:1000. MHOrIa npuBOAATCA 3HAYMTEIBHO DoJ1ee
BbICOKME JaHHbIe— 1:250.

Haunbos1ee yacTbIM NPU3HAKOM SIBJISECTCH BHICOKUN POCT, KOTOPbIN Y B3POCJIbIX
00JBbHBIX cOcTaBJIAeT B cpeaHeM 186 cM. OqHaKo 3TOT NPU3HAK HE SABJISACTCH
a0COJIIOTHBIM, TAK KaK B JIUTEPAType UMEIOTCSH ONMUCAHUSA MY’KYMH €
kapuotunom 47, XYY cpeaHero pocra.

Cumnmomamuka: MYX4UHbI C HOPpMaAJibHbIM UJTN HECKOJ1bKO
CHNXEHHbIM UHTEJIJIEKTOM OTJIINYHAaKTCA BbICOKOPOCIIOCTbLHO,
dKpomMmerajaonaHbiMmn 4YeptTamu Jfinuda, NoBbILLEHHOM drpecCMBHOCTbLIO,
MMNynbCUBHOCTbIO, HEMOTUBNPOBAHHBLIMU NOCTYNKAaMM, YTO HaCTO
npnBoAUT K COLMASIbHBIM KOHd)HMKTaM. JIluonpo noBbLIWEeHO, NOTeHLUUA
HOpPMaJibHasA, HO 4YaCTO OTMée4YaeTCA Gecnnopwue.

Cpeau nuy c 3TOM NaTorornen YacTtble criyyaum arpecCuBHbIX
NMCUXONaToB N CEKCONaToB.

NMpoBoaaT dughghepeHyuanbHbIU OuazHO3 C CUHAPOMOM
KnanHdenbrepa, KOHCTUTYLMOHArIbHOU BbICOKOPOCIIOCThLHO.

JleyeHue: HanpaBfieHO Ha YMEeHbLUeHUe arpecCUBHOCTHU
(ncnxotepanus, cegaTtuBHbIE NpenapaThbl, TPAHKBUIN3aTOPbI).
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AHomanuu, cBAA3aHHbIE C NONIOBbIMU
XpOMOCOMaMM:

Cunpgpom KnanHdenbrepa

 BcTpeyvaeTca y myxuunH. HacTtota 2 Ha 1000
HOBOPOXAEHHbIX Manb4YnkoB. Kapuotun

yawe: XXY, obLiee KonnyecTtBO XpPOMOCOM
— 47.

* Y OONbHbIX MYXX4YUH COOEPXUTCH TernbLe
bapa (nonosou xpomaTuH). AyTocombl ¢ 1-1
no 22-10 napy 6e3 OTKNIOHEeHUN OT HOPMBbI.
1o nonoBoro cospeBaHnUA pa3BUTUE
MasribMMKOB Masio YeM OTNnn4yaeTcCA.

OnucaHbl U gpyrme UMTOoreHeTUYECKMe BapuaHThbI:
XXYY (knuHun4yecku: rmybokas AeounsnbHOCTb U
CTpalwHbIX cagusm) u gp.



e Ina myXx4unH ¢ cuHgpomom KnanHdenbrepa xapakTepHbl
BbICOKMN POCT, ANIMHHbIE KOHEYHOCTU U OTHOCUTENbHO
KOPOTKOEe TynoBuLlie, eBHyXouamsm, becnnoaue,
rMHEeKOMacTuA, NOBbILWEeHHOE BblAesieHUue XXeHCKUX
NONMOBbLIX FOPMOHOB, CKITOHHOCTb K OXXUPEHMUIO.

e JlnwHaa X xpomocoma obycrnoBnuBaeT pa3fiuiHble
HapyLweHUAa NCUXUKN. boribHble 04YeHb BHYLWaeMbl, BANbI,
anaTU4Hbl, 6e3bIHNLMATUBHDbI, Y HUX YaCcTO OTMe4YaeTcH
YMCTBEHHas OTCTarocTb (0OObLIYHO AEeOUNILHOCTD).

e Hepenko BO3HMKAIOT NapaHouaHble, ranntoLumHaTOpPHO-
napaHougHble, AenpeccnBHbIe NMCUX03bl N HABA34YUBLIE
COCTOSIHUSA, UHOrAa HabnwgarwTCcA aHTUcouUuanbHoe
noseAeHue U arnkororiusm.

* KnuHu4Yeckasi kapmuHa Ha4uHaem rnposiesisimbCcs y
MaJsib4UKOe 8 rnepuood rnosi08020 co3pesaHUs.

 OnarHoctnpoBaTtb cuHapom KnanHdenbrepa, 0CO6EHHO Y
B3pPOCIbIX NN, HETPYAHO, OCOOEHHO npu
KapnotTunmpoBaHuum nuiHen X XpomMocombl. JleyeHue
NPOBOANTCHA MYXCKUMU NONOBbLIMU FrOPMOHaMu Ans
KOPpPEeKLN BTOPUYHbIX NOMOBbLIX MPU3HAKOB.
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CuHngpom LlepeweBckoro TepHepa -
BO3HUKaET Npu CIIMAHUU NaToNorn4eckoun
XXEHCKOU ramMmeTbl, NMULeHHON X-XPOMOCOMbI,
C HOpMaribHOU MY>XCKOU rameToun, nmeroLuen
X-XpOMOCOMYy, UNu Npu CIINAHUN
HOpManbHOW XXeHCKOUW rameTbl, coaepXxallen
oAHYy X-XpOMOCOMY, C NaTONIOrM4ecKou
MY>XCKOW, JIULLEHHOU NMOJSIOBbLIX XPOMOCOM.

 KapnoTun xapakrepusyeTtcs Hanmumem
ogaHoun X-xpomocombl BMecTo ABYX (XO).

* Ho moryT ObITb U OApyrue BapuaHThbI
(Aeneuus KOPOTKOro UM ANMHHOIO NnJieva

Xp-,Xq-).



 BnepBble 3Ta 605ne3Hb Kak HacneacTBeHHas
Obina onucaHa B 1925 r. H.A. LllepelweBCKum,
KOTOPbIU CYUTarn, YTo oHa odycrioBrieHa
Heaopa3BUTUEM MNOJIOBLIX XXere3 U nepenHen
aonu rmnodpusa n coyeTaeTcs C
BPOXAEHHbIMU MOPOKaMMN BHYTPEHHEero
pa3BUTUA.

* B 1938 r. TepHep Bblaenun xapakTepHyr Ans
3TOro CMMNTOMOKOMIJIEKCa Tpuaay
CUMMNTOMOB:

° NOyIOBOU MH(PAHTUNN3M;

° KOXHble KpbIJTIOBUAOHbIE CKNaAKu Ha OOKOBbIX
noBepxHocTax wewu (Pterigium coli);

e nechopmaulmio NIOKTEBbIX CYCTaBOB.



» [1pn cuHapome TepHepa NonoBbIe Xesfe3bl 00bLIYHO
npeactaBnAalT coobon HeguddepeHUUPOBaHHbIE
coeaANHUTEeNbHOTKaHHbIE TAXU, He coaepxalime
3rieMeHTOB roHaj.

» Pexe BCTpe4aloTCA pyaAUMEeHTbl ANYHUKOB U 3JIEMEHTDbI
ANYEeK, a TaKiKe pyanMeHTbl CEMABbLIHOCAHALLEIro rnpoToKa.

» Hanbonee BaXXHbl N3MeHEHUSA KOCTHO-CYCTaBHOM
CUCTEeMbl — YKOPO4YEeHUEe NACTHbIX U NITIIOCHEBbIX KOCTeWN,
annasusa (otcytcTBue) chanaHr nanbues, Aedopmauums
riy4e3anfACTHOro cycraBa, oOCTeonopo3 NO3BOHKOB.

» PeHTreHonorn4yecku npu cuHapome TepHepa Typeukoe
censio U KOCTU cBoZa Yepena oobIYHO He U3MEHEHDI.

» OTMevalTCH NOPOKU cepaLa U KPpynHbIX COCyaoB
(koapkTauus aopTbl, He3apalleHue 6oTannoBa NPoOTOKa,
He3apaleHne MeXxKeryao4koBou neperopoakm,
CYy)XeHMue YCTbS aopTbl), NTOPOKN Pa3BUTUSA NMOYEK.

[IpoaBnAOTCA peuecCUBHbIE reHbl AaNbTOHU3Ma U
Apyrux saboneBaHUMN.



e [1nA TeyeHNAa NoCTHaTaNbHOro nepunoaa
XapaKTepHo obLiee 6ecrnoKkoncTBO
HOBOPOXAEHHbIX, HapyLleHne
cocaTtenbHOro pedneKkca, cpbirmBaHus
dooHTaHOM, pBOTA.

B paHHeM Bo3pacTe y 4YacTu OOsIbHbIX
OTMEeYaloT 3a4ePXKKY NCUXNYECKOro
pPa3BUTUA U peYUn, YTO CBUAETENbCTBYET O
naToriormm amopumoreHe3sa HepBHOMU
CUCTEMbI.

e [lpumepHO y 15—20% OonbHbLIX 3aaepxKa
pa3BUTUA HabnropaeTca B nyoepTtaTHOM
nepuogae.
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Pucyxaox 13. BonvxHana 14 ner.
CuvunxappomMm lllepemresckoro-TepHxue-

e

LE _ s .- R : pa. KpesinoeumaHbie CKAaAaAKmM Ha
downsyndiome-at-ua nree “ronosa chunkca”




MornocoMMa NO xpomocome X
scTpedaeTcs ~ B 1% Bcex 3ayarmi
(cpeawn cnonTaHHbix abopros — B 18,5%).

OcHOBHbIE NPORBAEHUA:

« Huaxkwuia pocT (y nerein — 3a-
nepxkKa OKOCTEHEeHWA ckene-
Ta, HapyweHme CAMaHus
anndmn3os c metadnsamn),
BO3MOXHO paszsutune kudo-
3a, CKONMo3a, CnnMsHune wnu
yKOpO4YeHUe Ten NO3BOHKOB.
YposeHb ropmoHa pocrta B
KPpOBKM HOpManes wnu naxe
yBENNYEH.

Monoson MHOaAHTUNIN3M
(AancreHesns roHan, nepsmy-
Has amMeHopes; Hepopassu-
TUE BTOPWYHBLIX TMONOBLIX
NPU3Hakos w3-3a pe3kKoro
CHMXEHUST YPOBHS 3CTpore-
HOB B OpramMmame).
Becnnoawne.

YMCTBEHHas OoTCcTanocTth (He
yacrto!).

BonbHbie BBIMAAOAT CcTapluue
cBOero so3pacra.
KpsinosmaHas KOXHanA cknan-
Ka Ha wee (He scerpal).
NedopmMmnpoBaHHbIE YilUHbIe
pPaKoOBMHbI.
MHOXeCTBEeHHbIe
NATHAa Ha KOXe.

poaviMbie

BonbHan 23 ner.
PocTt 140 cm; npeobnanatne
HMOXXHEW NONOBMHLI Tena
Haa BepxHen (eBHyXOonaHbIA
NPpM3Hak), KopoTkas
C LWUMPOKMM OCHOBaHUEeM
wesn («wen chuHkcar),
rpyAHbIie Xenesbl
OTCYTCTBYIOT, paccrosiHme
MexXxay rpyaHbiMmm cockamm

yBennM4eHo

Koporkas wesn;
BbipaxeHHasn
KpbINOBMAHAN LWenHan
cknanka; nedpopmMmn-
poOBaHHbLIE, HN3KO
PACNONOXEeHHbLIe YW

Hunakoe pacnonoxeHue
NUHWUKM poCcTa BONOC
(«=BONnoOcCaras wes»)
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MporHo3 Ang XXus3Hu npu
LLl.-T. c. bnaronpuaTHbIN,
UCKITIOYEeHUe COCTaBNSAIOT
OOonbHbIE C TSXeNnbIMU
BPOXAEHHbIMW NOPOKaMM
cepaua U KpynHbIX
COCyAoB, C peHanbHOU
rmnepTeH3nemn.
JleyeHue acTporeHamu
aenaet 6onbHbIX ¢ W.-T.
CMOCOOHbLIMU K CEMEeNHOM
XXU3HWU, OAHaKO
abconTHoe
OONbLIMHCTBO U3 HUX
ocTarTcHa 6ecnnoaHbLIMMN.




e CuHOpoM mpucomuu X.

 BcTpeyaetcsa TonbKo y xeHwumH (1:1000),
kapunotun — 47 (XXX).

e B HepgenAwMxca KneTkax BUAHbI ABa Tenbua
bapa.
e Y OONbHbLIX OTMe4YaeTcs rmnonnasusa

ANYHUKOB, Oecnnoave MaTku U YMCTBEHHasA
OTCTAJ10CTh.

* Y 60—70 % OONbHbLIX MOXeT ObITb
crnaboymwue rnerkou cteneHu.

e Hepeako y XXeHLWUH ¢ Tpucomuen X
nepe4vncneHHble NposiBrieHUus BoooOLe
OTCYTCTBYIOT.
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Cungpom Tpucommmn-X N

Kapuomun XXX ecmpe-
yaemcst c yacmomoda
=1 —1,4 Ha 1000%9.

2 tensua Bappa

B sape anutenus
CNU3ncToM pra
(6ykkansHan npoba)

OCHOBHbBIE NPOABNEHUNA:

* HeaopasBnMTUNE SNHHMKOB;

* rMNoONNasnsa MmarTku;

* BTOpUYHas ameHopes;

- Becnnoaue;

* NpexaeBpeMeHHbIN KNMMakc;
* CHUXEeHUE nHTeNnneKrTa;

* HAKNOHHOCTDL K Wn3odppeHunn.

CuHapom
Knanndensrepa
(6onbHOMy 10 ner)

CuvHapom Tpucommm-X
(BBEpPXY — aHOMaNMM KOCTHOTO
cKkenera nuua, BbiBMX
BonsHas 10 ner Xpycranuka; BHU3y — HU3KUA
c XXX-KOMNNEeKCoM pocT, kndo3 rpyaHoro ortaena

MONOBLIX XPOMOCOM NO3BOHOYHMKA)




Tensue Bappa wn NONOBOMR XPOMATHH
A-KNETKA KEHIMHLI { XX)

BANETRA MY m;f-: Y)

h L f KNETKA MHAMBUAYYMA C 3 X-Xpomocomamu (XXXY)

AApo KNeTKn caMkKu. HaBepxy: npu
nomowm FISH onpepensitorca obe X-
XPpOMOCOMbI. BHU3y: oKpawimBaHue
AHK. Tenbue bappa noka3aHoO
CTpEeJIKOM.



e CuHOpomMm Kowia4ybe20 KpuUKa - o6 bsICHsIeTCcA
4YaCTUYHOU MOHOCOMMEMN.

 PazBuBaeTtcs npu geneuuu (c ytpaTtom oT TpeTu Ao
NMOJSIOBMHbI, Pexe NosiHaA yTpaTta) KOPOTKOro nne4ya
NATON XPOMOCOMbI (Sp).

Mpun 3aTOoM cuHApomMe HabnoaaeTcA:
e OOLLEee OTCTaBaHMe B pa3BUTUM;
°* HU3Kas Macca Npu poXxaeHUn U MbilleYyHas TMNOTOHMUSA;

* IYHOOOpAa3HOe NMUL0 C LUMPOKO pacCcTaBNeHHbIMU
rnasamu;

° XapaKTepHbIN nray pedbeHKa, HanoMMHaKLWKUN KoLlaYvybe
MslyKaHbe, MPUYNHOU KOTOPOro sABnseTcsA U3AMeHeHue
ropTaHum (Cy>xeHue, MArkoCcTb Xpsien, yMeHbLUeHue
HagaroptaHHMKa, HeoObIYHaA CKNag4YaToCcTb CIIN3NCTOMU
000NI04YKHN) NN HegopasBUTUE FOPTaHU, MPU3HaK
ncyes3aeT K KOHLY NepBOro roaa XusHu.
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HacnepcreeHHbie n BpoOXAeHHbIe dopMbi
naronorum. Penokonum (0OOLLan xapakTrepucTvika)

Mnop 22 vepens: «HapyweHn amGpuorenes!!! Kro sunosar?»
-

Bpoxaexusie hopmbl
naronoruu naronoruu

MaroreHernyeckas MNaroreHervyeckasi ocCHO-

OCHOBa HacneacTeeH- | Ba BPOXAEeHHbIX hopm na-
Hbix dOopM NaTono- %4 s TONOrMn — HapyuweHus
M — HapylwieHus re- - ' ambpuoreHesa reHeTn-
HEeTU4eCKOn Nporpam- * AT YEeCKMN HOPMAanbHOro opra-
Mbi, KOTOPbIE, KaK - : ! HMU3MA, Bbi3LIBAEMbLIE Te-
npaswno, NnepenaTCcs Bh e paroreHHsimu dpakTopa-
M3 NOKONEHNA B NOKO- _ A Mu. Kpome Toro, k BpOX-
nexve (ot poamTenen DEeHHOW NaTonormm OTHO-

noTOMKaMm). DeHOKONUK — BPOXACHHBIE Goneanu,  CfT DONesHu, nepeaaro-

KONUPYIOLLME HACNeaCTBEeHHbIe BoneaHy. HWECHA nioay OoT Mmarepu
o TPaHcnAaueHTapHbIM ny-

HacnencreexHHnie 6onesrHn Bnepesie
MOIyT NPOSiIBUTLCH B MOBOM Nnepwuo-
Ae xXun3Hu (Yauwe scero, cpasy nocne ] - 4 — - —
poxaeHnsn). JletansHbie POPMbI MO~ ‘ K derHomeny heHo-
- TYT NPORBUTLCH Yy aMOBpuoHos: =50% By ~ ' KONupoBaHMAa OTHO-
BCEX CNOHTaHHbIX aGopPTOB CBX3aHbl | A CHIT SBJIEHUS
C XPOMOCOMHbLIMM aHOManmnMamMm (M3- 4 - _ CXOACTBA KOHEYHO-
secTHO Gonee 150 Takmx HO30NOIr M- ‘ ‘ ro NeicCTBUS reHa
- yeckunx dopm). B nepuHaranbHOM : ™ o
nepuoae NPUMepPHO Y Kaxaoro NATo- Mnop 25 vegens: CHRALTRVOM KaKo-
' ro ymepuiero pebeHka o6HapyXsa- «Heywenn ro-nnbo TeparoreH-
. eTCR HACNeACTBeHHAasi NaTtonorvsa. MyTaumai?» - HOro daxkropa.

BN v o TEM, a TaKXKe — BO3HUKA-
g oume BO BpeMsi poaos.

SR I - — e - - —



[NunarHocTuka n metoabl reHeTU4YeCcKoro
obcrnegoBaHuUA

eHeanorn4yeckun MeTo[ = cocTaBfieHMe poaoCIOBHOM 3anNuncu C
nocreayroLwmMmM aHariM3omM nNpPosiBfIeHUA NpPU3HaKa, XxapakTepHoro Ans
KOHKPEeTHOM HacneaCTBEHHON O60sie3HU Ha NPOTSXKEHNN BO3MOXHO
OonbLiero Yncra NOKosIeHnm poaAcCTBEHHMKOB NauueHTa.

BnnsHeLoBbLIN METOA 5 conocTaBrieHue BHYTPUNapHOM
KOHKOPAAHTHOCTU (MAEHTUYHOCTU) OAHO- U ABYANLIOBbLIX OfIU3HELOB,
XUBYLIUX B pa3HbIX U OAUHAKOBbIX YCIIOBUAX, MO aHanNu3npyemMmomy
naTosiorM4ecKomMy npu3sHaky.

LinToreHeTU4eCKUU METOL COCTOUT B MUKPOCKONMNYECKOM
nccrieqoBaHUM CTPYKTYPbI U YUCIIa XPOMOCOM KIleTOK (fieMKouuToB,
anuTenua n gp.).

Oemorpadmnyeckmm meton = cocrTaBrieHUe poOoCriOBHbIX cpeau
OonbLlION rpynnbl HaceneHus, B npegenax ooénacTn unu Lenou
CTpaHbl, C NocneayoLWmMM CTaTUCTUYECKUM aHaNN30M NPOSABIEeHUS
NaTosIOrM4ecKoro nNpu3Haka u HanM4nua MeHAeneBCKUX COOTHOLUEHUN,
B UCcneaoBaHUM reHETUYECKUX N3ONSATOB.

Bunoxnmmnyeckmmn meton = uccrnegoBaHue 6MOXUMUYECKUX
NpU3HaKoB, 3aBeAOMO cneunpunUHbIX Ana onpeaerieHHbIX
HacneacTBeHHbIX 6bone3Hen (CepnoBUAHO-KNETOYHaAA aHeMUA N Ap.).



[ToOoxo0bI 8 60pbLbe C
HacsieOcmeeHHbIMU 6osie3HsIMU

1. MaccoBoe «npocenBaHue»

HOBOPOXAEeHHbIX Ha HacneacCTBeHHbIe
AedeKkTbl ooOMeHa BeLlecTB (BbisiBNeHUe
deHUNKeToOHypumn, runoTnpeosa,
MYKOBMCLUMA03a, raylakto3eMuu un ap.).

2. MpeHaTanbHaA guarHocTuKa (c
Mcrnosib3oBaHMeM pasHbiX MmeToaoB: Y3WU,
deTockonusa, amHnoueHTe3s n ap.) B 1- u 2-m
TpumMmecTpax 6epeMeHHOCTM.

3. Meauko-reHeTn4YeckKkoe
KOHCYNbTUPOBaHUe.

4. KOHTpONnb 3a MyTareHHOM ONacHoOCTbIO
chaKTOpPOB OKpYyxakLieu cpeabl.



[TpyHUUNbLI NevYeHUNA

e CMMNTOMaTUYeCKOe: nekapcTBeHHbIe,
XUpypruyeckoe yaareHume nopaxeHHbIX OpraHos,
KoppeKuusi NTOpoKoB cepaua v ap., € NOMOLWbIO
dunanyecknx metoaos (Npu HacreaCcTBEHHbIX
3aboneBaHNAX HepBHOU CUCTEMbI —

aNeKTpoTepanusa, Knmmartorepanus).

e [laToreHeT4Yeckoe — KoppeKkuusi oomMeHa
(Ha3Ha4yeHMe aueTbl; BO3MeELLeHue HeaocTaroLero
npoAykKrTa; ocBOoOOXAeHMe OT NPOoAYKTOB OOMeHa,

ABNAOLWMNXCA CyOCcTpaTaMmm NaTonorm4yeckon
peakuum).

e ITUOSIONrUYECKOEe — nepcnekTMBa npu
peanu3auumn 4OCTUXEHUN FreHHON UHXEeHepUmn.
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