FeHeTUUYeckue MeToabl UCC/efOBaHUA

Cpenwn 3aboneBaHnii HEPBHOW CUCTEMbI 3HAYNTENbHbIA YAENbHbIA BEC 3aHMMAIOT
HacnencTBeHHble fereHepaTnBHO-OUCTPOPUYECKME NopaXeHs pas3inyHbIX CUCTEM MO3ra
(cncTeMHble JereHepaumnm).

BmecTe ¢ TeM Npu XPOHNYECKUX 3HOOMEHHbIX U 9K30reHHbIX MHTOKCUKALMSAX, XPOHNYECKON
NWEMUN rOIOBHOIO M CMUHHOIO MO3ra, HEKOTOPbIX XPOHUYECKUX BUPYCHBIX N APYTrinX
3aboneBaHUsIX TakXXe MOryT pasBMBaTbCS AereHepaTUBHbIE NOPaXXeHNs OTAENbHbIX CUCTEM
MO3ra — nNUpammnaHbIX, MO3XXEe4YKOBbIX, SKCTpanupamnaHolix 1 1. n. [nsg otrpaHnyeHns peHokK
onun 0
T

reHoKonuu

HeobxoanMo TwaTenbHOe reHeTMYecKoe NccnenoBaHne, KOTopoe BKIoYaeT nlyvyeHune
POLOCNOBHbIX, LUTOr€HETUYECKUX U

OMOXUMNYECKNX METO00B

. BaxHyo nHpopmaumo nony4aroT npu KIMHAYECKOM UCCNEN0BAHUM U BbISBEHUN CTUMM
nm3ambpuoreHesa. VIHdoopmMaTrBHbI AaHHbIE 1 MPK 3NEKTPO3HLedanorpadun, Hanpumep,
Npv 0AHOBPEMEHHOM 06CcneaoBaHny 60NbHOMO Y POACTBEHHMKOB MOXHO BbISIBUTb
HacnegyeMblil xapakTep annnenTngoopMHOro CMHapoMa.

Heobxoanmo HAay4YnTbC4a aHanm3anpoeatTb poaoocC/oBHbIE Ta6J'II/ILI,bI, KOTOpble COCTaBNAOT C
MCNnosib3oBaHMEM YCJIOBHbIX 3HAKOB O/ 0603HaYeHUs 60ﬂbeIX, X poocTBeHHMKOB, Npenkos
N NMOTOMKOB.

Ob6BbEeKTUBHOCTb MHGOOPMAaLMK O HACNEeACTBEHHOCTU AOCTUraeTcs nNpy BpayebHOM oCMOTpe He
TONbKO BONBHOrO, HO W BCEX MM YaCTU POOCTBEHHUNKOB, TaK Kak MHOrvMe 60/nbHble oaxe c
N3BECTHOW M HacnepyemMon NaToNiormen CKIOHHbI Ae3MHPOPMMPOBATb Bpaya O CXOOHbIX
H6one3HeHHbIX NpM3Hakax y Ux POACTBEHHUKOB. BMecTe ¢ TeM y MHOMMX POLACTBEHHMKOB
BO3MOXHbI CTEPTblE BAPWaHTbI HACNIEACTBEHHOM NATONIONMM U CaMn OHX cebst CHMTaIOT BMONHE
30POBbIMU.

AHanns pO,JJ.OCTIOBHOI7I Nno3BONSAET YCTAHOBUTb TUM HacnenoBaHnsA 3aboneBaHun N naTonor
MYEeCKOro npn3Haka

. I'Ip|/| OOMWHAHTHOM TUME HacneanoBaHns BbISBNAETCA peunnone 3aboneBaHnst B KaXaom
NOKONeHnn. I'Ipvl peuecCcnMBHOM TUMNe HacnegoBaHUA 6one3Hb nposaBndeTca y nerten,
poomBlWINXCA OT 340pPOBbIX po,umenel?l, 0[4HaKO ero MOXHO gnarHoCtTmpoBaTb Ccpenu
poacTBeHHUKOB MO HOKOBOI NUHUK (,D,BOPOpO,EI,HbIe 6paTb$| N CecTpbl, 0401, TETHU,
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FeHeTMUYeckue MeToObl UCCNenoBaHUNA

nNneMsiHHUKN). HekoTopble 3abonesaHns nepenarTcs No PeLeccuBHOMY TUMY, CLEMNNIEHHOMY C
NnonoBoi X-xpoMocoMoii. B cnyyasix oBHapyXeHUsi CTUrMoB reHeTuyYeckoro 3abonesaHusi
HEPBHOW CUCTEMbI UMK NPV NNAHNPOBaHNM CEMbY NMIOOBMY C UMEIOLIMMIUCS (paKkTopaMu pucka
HeobX0AMMO COBPEMEHHOE MONEKYNSIPHO-TreHeTnYeckoe obcnenoBaHme.

MpouuTaTtb eLue:

1) [lporpeccrpoBaHne NHEBMOCK1IEPO3a

2) MexyTo4Hasa amursema n runepToHns

3) XpoHuyeckas nocrremopparmyeckas aHemms
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