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/lnarHocTMKa HacneaCTBEHHOW NATOIOrMM ABNAETCA C/IOXKHbIM M
TPYAOEMKUM MPOLECCOM. TpyAHOCTM 00YC/I0BIEHBI 60/IbLLMM
KOJIMYECTBOM Hac/ieACTBEHHbIX 601€3HEN (MX OKOJI0 3,5 ThIC.),
pa3HooObpa3mMeM KJAMHMYECKOM KapTHHbI KarKA0oM U3 HUX, peKoM
BCTPEYaEeMOCTbI0 HEKOTOPbIX OPM U Ap. A TakKe TeMm, 4To
HacneACTBEHHbIE 60/1€3HU MOrYT NpoTeKaTb CXOAHO C
HeHac1eACTBEHHbIMM, CONYTCTBOBATb UM.

Bpay 06Len NpakTUKM, KaK NpaBu/Io, HE BIAJEET BCEMM 3HAHUAMM,
HEOBXOAUMbIMM A1 AIMArHOCTUKU HAC/IeACTBEHHbIX 60/1€3HEN, NMOITOMY
Npy NOAO3PEHMU HA HACNeACTBEHHYO 60/1€3Hb HEO6X0AMMO HanpaBAATb
naumeHTa Ha cneymanbHoe obcneaoBaHMme.

Takum o6pa30M, NMOCTaHOBKa AMArHo3a COCTOMUT U3 ABYX 3TalOB:

.obllee KaMHM4yecKkoe obcsiejoBaHMe 60/1bHOr0 B COOTBETCTBMMU C
COBPEMEHHbIMM TPEBOBAHUAMM;

«TNPU NOZI03PEHUMN HA KOHKPETHYI Hac/ieCTBEHHYO0 60/1€3Hb

Heob6X0AMMO cneumannusnmpoBaHHOE MeAMNKO-reHeTuYecKoe
obcnepoBaHMe.



YacTo obLero KAMHUYECKoro oocneaoBaHMs A0CTaTOMHO A1 AMArHOCTMKMU
Hanbonee U3BECTHbIX HAaCNeACTBEHHbIX 60ﬂe3Heﬁ, HalnpuMep:

bonesHu flayna  AxoHOponsasua  Helipogpubpomamo3  Xopea [eHMuUH2MoHa

OJHaKo He cieayeT 3abbiBaTb, YTO AJ1S MOJIHOTO MCKJIIOYEHUA OLLMOKM HEOBXOMMO
npoBeAeHMe CneLMasbHbIX FEHETUYECKMX METOA0B 06C/1Iel0BaHMS.

[lo3TOMY X0/, MOCTAHOBKM AMArHO3a AOJIKEH 6bITb BYX3TAMHbIM:

1. obLee KAMHMYEeCKoe obcieloBaHME 60/IbHOIO B COOTBETCTBUMU C
COBpPEMEHHbIMU TPeOOBaHMAMM, ONUCAHHbIMM B COOTBETCTBYIOLMX PYKOBOACTBAX;

2. Npv NOAO3PEHMM HA KOHKPETHYIO HAC/1eICTBEHHYIO 60J1€3Hb HEOGXOANUMO
npoBeAeHMe creumanmsnpoBaHHoro ambdepeHLmanbHO-AMarHoCTUYECKOro

obcnenoBaHmA.



[pu obwEeM KIMHUYECKOM 0bcneaoBaHuM Nt060ro 60/1bHOro NOCTaHOBKa
JMarHo3sa J0oJ1*KHa 3aBEPLUMTLCSA OAHUM U3 TPEX 3aKI0YEHMM:

1. YETKO NOCTaB/IEH AMArHO3 HEHAC/I€ACTBEHHOr0 3a60/1EBaHMS;
2. YETKO NOCTAB/IEH AMArHo3 HacneACTBEHHOM 6OIE3HM;
3. UMeeTCcs NoJ03PEHME, YTO OCHOBHASA MM COMYTCTBYHOLLAA 601€3Hb

Hac/aeACTBEHHas.

MepBble ABe rpynmnbl 3aKAOYEHMIM COCTABAAT NOAAB/IAIOLLYHO YacTb NpU
ob6cneaoBaHUKM 60NbHbIX. TpeTba rpynna, Kak npaBuio, TpebyeT NpMMEHEHMS
cneumanbHbiX, AOMOJIHATE/IbHbIX METO0B 06C/1e0BaHUA (MapaK/IMHUYECKUX,

NabopaTopHO-reHeTUYECKMX).




eHeTUYecKkMe (HacneACTBEHHbIE) 60NE3HU - 3TO 3a601€BaHUA, Bbl3BaHHbIE
NaTo/IOrM4YEeCKUMU MyTaLUMAMMU TEHOB, USMEHEHUEM YMCIA UIU
NepecTporKamm CTPYKTYpbl XpOMOCOM. K HacTosLeMY BPEMEHM OMNMUCAHO
HECKOJIbKO TbICSY TaKMX 60/1e3HEN.

/leTU C XpPOMOCOMHBIMU U FE€HHbIMM GOIE3HSAMM YACTO POXKAATCA Y 340POBbIX
poauTeneun, B pOAOC/I0BHOM KOTOPbIX HE 6bl/10 NOAO0GHbLIX 3a601EBaHUM.
CyLLecTBYIOT ABE OCHOBHbIE MPUYUHBI, OGBACHAKOLME TaKMe ciyyaun. MNepas -
CMOHTAHHbIE MyTaLMM, BO3HUKAOLME HA PaHHUX CTAAMSAX BHYTPUYTPOBHOrO
Pa3BUTMS MM B NOJIOBLIX KNETKax poautenen. Jpyras npuymHa -
6ECCUMMNTOMHOE HOCUTE/IbCTBO FEHHBIX MJIM XPOMOCOMHbIX MyTauum Yy
poauTenem.
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'eHeTHYeckune (HaCJ'Ie,D.CTBeHHbIe) 6001€3HM - 3TO 3a60fleBaHl/IFI, Bbi3BaHHbIE
natoJsiornvyeCKkMMn MyTaumaAMmn reHos, USMEHEHNEM HACT1A NN I'IepeCTpOl\;IKaMM CTPYKTYPbI
XPOMOCOM. K HacToAlWeMy BpeMEHN ONMMCaHO HECKOJIbKO TbICAY TaKMX 60/1e3HEN.

ZleTM C XPOMOCOMHbBIMM M F€HHbIMM 6ONIE3HAMM YaCTO POXKAAIOTCA Y 340POBbIX poAUTENEN,
B POAOC/IOBHOM KOTOPbIX HE 6bl/10 NOA06HbIX 3a60/1eBaHMM. CyLLecTBYIOT ABE OCHOBHbIE
MPUYMHBI, 06BACHAOLWME TaKMe Cilydaun. MepBas - CNOHTaHHble MyTaLUK, BO3HUKAlOLME Ha
PaHHMX CTaaMAX BHYTPUYTPOGHOro pasBMTMA MM B MOJIOBbIX KNETKax poauTenen. [pyras
NpUYMHa - 6ECCUMNTOMHOE HOCUTEIbCTBO MEHHbIX UM XPOMOCOMHbIX MyTaumi y
poauTenen.









demu ¢ XpomMOCOMHBIMU U 2EHHbIMU DONEe3HAMU
Uuacmo poxcoaromcst y 300poesix pooumenei, 6
POOOCIOBHOU KOMOPBbLX He 660 NOO0OHbBIX
3abonesaHuu.

CyLlecTBYIOT IB€ OCHOBHbIE NMPUYMHBI,
0b6bACHSALIME TaKkue cayydau. lNepas -
CMOHTaHHbIE MyTaLMM, BO3HUKAKOLME HA
PaHHUX CTaAMUAX BHYTPUYTPOBHOIO
Pa3BMUTMS MM B NOJIOBbIX KNETKaX
poamtenen. [ipyraa npuymHa -
6ECCMMNTOMHOE HOCMTE/IbCTBO FE€HHbIX
I XPOMOCOMHbBIX MYTALIMK Y pOoAUTENEN.










[eHeTn4eckne (HacneacTBeHHbIE) 6one3Hn — 3To 3aboneBaHus,
BbI3BaHHbIE NATONOrMYECKUMN MyTaLUSIMU FEHOB, UBMEHEHNEM
4yucra unu NnepecTpomkamm CTPYKTypbl XpoMocoM. K HacTosLwemy
BPEMEHWN OMNNUCAaHO HECKONbLKO ThICAY Taknx 6onesHen.




JleTr ¢ XpOMOCOMHBIMH M T€HHBIMH OOAE3HSIMHU YacTO
POXKIAIOTCHI YV 3M0POBBIX POOAUTEAEN, B POAOCAOBHOU
KOTOPBIX He OBIAO ITOA00HBIX 3a00AeBaAHUH.

|€CTBYIOT /1IBE OCHOBHbIE MPUYMHbI,
SCHAKOLME TakMe cy4dau. [lepBas - CNOHTaHHbIe
LMK, BOSHMKAIOLWME Ha PAaHHUX CTaAMAX
IPUYTPOBHOr0 PA3BMTMA MJIM B MOJIOBbIX
TKax poamtenen. /Jpyrasa npuymHa -

CUMNTOMHOE HOCUTE/IbCTBO MEHHbIX MJIU
MOCOMHbIX MYTaLUK Y POAMTENEN.



KoHcynbTauma Bpava-reHeTuKa AB/IAeTCA NepBbiM 3Tarnom
JAMArHOCTMKM FreHEeTUYECKMX 3a60N1EBAHNM, HA KOTOPOM
Ha3Ha4aTCA HEO6X04MMble NabopaTopHble UCCae0BaHMA
(MONeKkynapHo-reHeTU4eCcKue, UMToreHeTu4eckue,
ouoxmmmyeckme). lNMpaBmnbHaA MHTEpripeTauua pesyibTatoB

reHeTN4eCKOoro TeCTMpoBaHMA TaKxe OCYLLECTBIAETCA BPa4OM.




BuoxmmmnuyecKkas gmMarHoctuka bMoxmmmueckme nokasaresnm Kposu (6€1K0BbIN
nepBMYHbIM NPOAYKT reHa, HakomnjaeHue BHYTPU KJI€TKM NaTo/IoOrMYeCKmUX
MeTabo/IMTOB) OTparkaloT 60/1ee NOJIHO CYLWHOCTb 60/1€3HU, YeM KJIMHUYECKUue
CUMMNTOMbI. BMOXMMHYECKME MeToabl AMAarHOCTUKKU HanpaB/ieHbl Ha BblfABJIEHUE
6MoXMMHUYecKoro ¢peHoTMna opraHmama. OHM YpesBblYaMHO MHOFOO6pa3HbI, a
3HaYeHMue UxX B AMarHoCTUKe HaceACTBEeHHbIX 3a60/1eBaHMM NOCTOAHHO

BO3pacTaeT




O6BEKTOM BUOXMMUYECKOM AMArHOCTUKM MOXKET BbICTYMNaTb
MoO4a, Naasma, noT, CbIBOPOTKA KPOBM, KY/IbTYpbl KJETOK UIN
bopMeHHbIe 3n1eMEHTbI KpoBU. pu NpoBeaeHMN UCCEAOBAHMMN
MOIYT MCMOJIb30BaTbCS CaMble€ MNPOCTblE peakumm (Hanpmmep,
TECT C BO3JEUCTBUEM XJIOpM/a Kee3a AN 0BHAPYKEHUS
(EHUNKETOHYPUN AU C AUHUTPOPEHUTNAPASUHOM B LIENAX
BbIAB/IEHUA KETO-KMC/I0T) MU ropa3io 60/1ee TOYHbIE METOAbI,
ANarHOCTUPYIOLLME 6O/IbLLIME TPYNMbl HACEACTBEHHbIX
OTKJIOHEHUM.

T RN R W

-



N \ “:
NMokasaHuaMHU K MeagUuKo-reHeTU4eCKOMY KOHCYJ/IbTUPOBAHUIO ABJIAIOTCA:

« M0J03pEHME HA HACNIEACTBEHHYIO MM BPOXAEHHYIO NATONOMMI0 (AMArHOCTUKA MK
b depeHunpoBaHHas AMarHoCTUKA);

« HA/IMUME HAC/IeACTBEHHOM 60/1€3HU Y MaUMeHTa (MPOrHO3 TeYyeHMs 3a60/1eBaHMS);

« U3MEHEHUS PENPOAYKTUBHOM DYHKLMM Y KEHLLUMH U MYXKUMH (6ecnsioame, NepBUYHbIE

HapyLIEeHWsi 0BapuasibHOrO LMK/1a, aHOMAJIMK Pa3BUTMA MOJIOBbIX OPraHoOB, NOBTOPHbIE
CaMOMNPOU3BOJIbHbIE BbIKMbILIM, MEPTBOPOXKAEHUSA);

« POXXAEHME peEBEHKA C BPOXKAEHHbIM MOPOKOM Pa3BUTMA MM HAC/IeACTBEHHbBIM 3a60/1€BaHUEM
y (NporHo3upoBaHue Hac/eACTBEHHOM NaTOI0rUKU Yy BYAYLUMX AETEN);

« HA/IMYME B CEMbE HACNEACTBEHHOIO 3a60/1€BaHMUS (NPOrHO3MpPOBaHUE 601€3HM Y 310POBbIX
POACTBEHHUKOB M/IM BYYLUMX AETEN);

« BO3pAcCT Cynpyros (eHLWwuHbl nocse 35 neT, MyX4uHbl nocae 45 net) npu naaHMpoBaHMU
AEeTOpPOXKAEHUA;

« KPOBHOPOZCTBEHHbIM 6paK (40 TPOOPOAHbIX BPaTbEB U CECTEP);
a XMMMYECKME U paMaLMOHHbIE MyTareHHbIe BO3AENCTBUSA.




