FeHeTUUuecKoe KOHCY/IbTUpPOBaHue

FeHeTMYECKNE OTKSIOHEHMS B 6OMBLUMHCTBE Cllyyaes
XapaKTepusyIoTCs BapuabesibHOM IKCMPECcCUBHOCTHLIO U pexe —
HEMOJTHOM NEHETPAHTHOCTBLIO. DTO 3aTPYAHSIET NPOrHO3MPOBaHNUE
B/IMSAAHWS TOMO U/ MHOTO OTKJIOHEHWS Ha YenoBeka. PasbscHeHne
NpUBEAEHHbIX TEPMUHOB M NPEAOCTaB/EHNE aKTyasIbHOMN
MHbOPMaLMM O KOHKPETHOM OTK/IOHEHWUM BXOAWUT B 3a4a4n
FEHETUYECKOTO KOHCY/IbTUPOBAHMS.

Mpu oueHKe 3KCNPeCcCMBHOCTU U NEHETPAHTHOCTM 3aboneBaHus
cneumanqCcTbl ONMPAKTCS Ha AeTanbHY0 MHPOPMaLNIO 13
MEeULIMHCKMX >XYPHanoB 1 cneumasnbHbix 6a3 gaHHbIX. Mo3aTomy
BaXKHO My6nunkoBaTb NOApPO6HbIE CBeAEHUS O AETAX M B3pOCSbIX, Y
KOTOPbIX 6bI/N BbISIBIEHbI FEHETUYECKMe n3MeHeHus (6e3
pasrnawleHusi NepcoHanbHbIX AaHHbIX), @ TakKe NpeaoCTaBNsATb
cneumanucTam aoctyn K 6asam AaHHbIX, COAePXaLlinMM 3TK
ceeneHust. ObMeH uHdopMaumelt ¢ Unigue v apyruMm rpynnamm
NnoAAEPXKKM MOXET MOMOYb B ONpeAesieHn U MOHUTOPUHIE
TPYAHOCTEN, C KOTOPLIMU CTaSIKMBAKOTCS JIOAW C PEAKUMM
XPOMOCOMHBIMU Y FTEHETUYECKUMUN OTKIIOHEHUSIMU.

Ba)XHO NMOMHMWTb, YTO FEHETUYECKOE TECTUPOBAHME Yalle
npeanaratoT NPOMTM B3POC/bIM U AETSIM C Hanboree
BblpaXKEHHbIMW MPU3HaKaMW FreHeTMYecKkoro 3aboneBaHus,
MO3TOMY CBEAEHWIN O NauueHTax co clabo BblpaXKEHHbIMM
NpW3HaKkamMu MeHblUe. B CBS3W € 3TMM BO3HMKAET oLumbKa
o6pallaeMocTy, KoTopast MOXXET NOBAWSATb Ha TOYHOCTb
onpefeneHns TSHKeCTU reHeTudeckol 6onesnn. C yBenvmyeHmem
yucna ioaen, NpoLeaLlnX FeHeTMHEeCKoe TeCTUpOoBaHKE,
MOBbILLIEHWEM [OCTYNHOCTU UHDOPMALIMK BbisiBIEHME
0COBEHHOCTEN, CUMIMTOMOB U CTEMNEHW BbIPAaXKEHHOCTU TOFO MK
MHOrO 3aboneBaHNst MOXET CTaTb TOYHee.

[JononHuTeNbHbIE TPYAHOCTU MOXET BbI3bIBaThb TO, YTO MHOIME
JIIOAN NOMYYaloT pe3ynbTaThl FEHETUYECKOrO TeCTa, B KOTOPbIX
yKasaH BapuaHT Hen3eecTHoro 3Ha4veHus (VUS). VUS
NpeacTaBAAoT CO60M XPOMOCOMHBIE MU FEHHbIE U3MEHEHMS,
BNNSIHWE KOTOPbIX Ha 30POBbLE U Pa3BUTHE YeNIOBEKa
Hen3BeCTHO. EC/in OKasbIBAETCsl, UTO OAMH M3 poauTenel (Ha
KOTOPOro MPEeAnoNIoXUTENbHO 3TN U3MEHEHUSI HE MOB/USIIN)
nepegan VUS pebeHky € NpuaHakaMm reHeTUYECKOrO OTKJIOHEHMS],
TO HEO6X0ANMbI AOMNOMHUTENbHbIE 06CNIeA0BaHMS, YTOObI MOHATD,
BbI3bIBAET /N FEHETUYECKOE U3MEHEHME KaKne-nnbo CUMMTOMbI 1
NPUCYTCTBYET i1 BapnabesibHasi 3KCNpeccuBHOCTL (U/nnm
HeMoJIHasi MEHETPAHTHOCTb).

B HEKOTOPbIX C/y4YadX AOBOJIbHO CJTIOXXHO 6bIBaET OTIMUNTD
Bapma6eany|o 3KCNPECCUBHOCTb OT HernosHow NEHETPAHTHOCTU, U
HY>XHbl JONOJTHUTENbHbIE NCCNEAOBAHUA.
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YT0 O3HaYaeT TEPMUH «3IKCNPECCUBHOCTb>»?

B reHeTuke TEPMUH «3KCMPECCUBHOCTbL>»> UCNOJIb3YETCA ANA
OMNMnCaHns BblIPa>X€HHOCTU NMPU3HAKOB, NPOABNAOLWNXCA Y
ntofel C 0AMHAKOBLIMU UMM MOXOXUMW FEHETUYECKMMI
NU3MEHEHUAMMN.

YTo 3HauUMT «BapuabenbHan

3KCMPECCUBHOCTb>»?

CunTaeTcs, UTO Y HEKOTOPbIX FEHETUYECKUX U3MEHEHUI 1
3aboneBaHuii eCTb OnpeaesieHHble KITMHUYECKME NpuU3HaKky,
KOTOpble Yy BCEX MPOSBASKOTCS OAMHAKOBO.

Ho yacTo okasbiBaeTCsi Tak, YTO y 3aboneBaHMs eCTb CNekTp
0COBGEHHOCTEN U CUMIMTOMOB, W'Y JIIOAEN C OAMHAKOBLIMU UK
MOXOXUMMW FEHETUYECKMMU UBMEHEHUSIMU MOTYT OfIHM
NpOosIBMIEHNS! U3 3TOrO CneKTpa HabntoaaTbesl, a Apyrue
OTCYTCTBOBaTb. CTENeHb BbIPAKEHHOCTU NPU3HAKOB TakxXe
MOXET pa3nnyaTtbCs. Y OAHWX JIH0AEN CUMMTOM MOXET
NPOSIBNATLCS B NIEFKOW CTEMNEHW, @ Y APYrMX — B YMEPEHHOM
WK TSHKESION.

Ecnmn 60/bLUMHCTBO MALMEHTOB C KakuM-TO 3abosieBaHMEM
roxoxke no Habopy CUMMTOMOB M CTENEHWN WX BbIPAXXEHHOCTH,
TO BapuabenbHOCTb Hu3Kas. Ecnv e 3abonesaHve
XapaKTePU3yeTCs LUIMPOKUM CMEKTPOM MPU3HAKOB, KOTOpbIE
MOTYT M0-Pa3HOMY KOMBMHMPOBATLCS U UMETb PasivyHbIE
CTEneHn BbIpaXeHHOCTY, TO BapnabenbHOCTb BbICOKas.

Kak yacro BcTpeuaercs BapuabenbHas
3KCMPECCUBHOCTb?

CnoxxHo onpefenuTb, HaCKOJIbKO YacTo BCTPeYaeTcs
BapuabenbHasi 3KCNPeCcCMBHOCTb, MOCKOMbKY 6osbLIoe
KOJIMYECTBO MEHETMYECKUX 3ab0sieBaHUli HEAOCTAaTOYHO
n3ydeHbl. OfHAKO B CllyYae Aeneumin u aynnvkauui,
NPUBOASALLMX K TPYAHOCTSIM C 0By4YeHMEM 1 3aAepXKKaM B
pa3BuTKK, BaprabenbHas 3KCNPECCUBHOCTb BCTPEYAETCS
yacTo. HegaBHO OTKpbITbIE MOHOreHHbIe 3ab0s1eBaHus eLle
NJIOXO U3yYeHbl, MHPOPMaLMM O CTONIKHYBLUMXCS C HUMK
CEMbSIX Moka Masno. Mo3ToMy M3MepuUTb BapuabesibHyo
3KCMPECCUBHOCTb B 3TOM CJTy4ae CIOKHEE, HO BEPOSITHO OHa
CyLlecTByeT.

Kak Bapuna6enbHas 3KCnNpecCUMBHOCTb B/IMSET
Ha MeHs u Moero pebeHka?

Mpu BapuabenbHOWN 3KCNPECCUBHOCTY Y JIHOAEN C OANHAKOBbLIM
W NMOXOXXUM FEHETUYECKUM OTKIIOHEHWEM AaXe B Npeaenax
O[IHOW CEMbM MOTYT MPOSIBAATLCS PasHble NMpU3HaKM B PasHoOM
cTeneHu. MosToMy Mo pe3y/bTaTaM FreHETUYECKOro Tecta
C/IOXHO MpeAckasaTb, HACKOMbKO BblpaXXEHHbIM ByaeT
3aboneBaHue.

YTO 03HAYaEeT TEPMUH «MEHETPAHTHOCTb>?

B reHeTuke TEPMUH «MNEHETPAHTHOCTbL>» UCNOJIb3YETCA ANA
onpeaeneHna oonm ﬂ}O,Cl,ef/'I C KOHKPETHbIM FrEHETNYECKNM
M3MeHeHWeM (HanpuMmep, Aynavkauuen, aeneuven unm
reHeTn4eCKnM BapVIaHTOM), Y KOTOPbIX NPOABNAIOTCA
NPU3HAKN COOTBETCTBYIOLLEIO 3TOMY U3MEHEHUIO
3abonesaHus.

YTO 03HauYaeT TEpMUH «HenonHasa

NeHeTpPaHTHOCTb>»?

CuuTaetcsl, UTO HEKOTOpble reHeTuYeckne 60nesHn
NposiBNSOTCA abCOMOTHO Y BCEX, KTO UMEET
COOTBETCTBYHIOLLMIN FEHETUYECKMI BapuaHT (MyTauuto). B aTom
Cny4ae Mbl rOBOPUM O MOJTHOW NMEHETPAHTHOCTY.

TeM He MeHee, MHOrAa OKa3bIBAETCS Tak, YTO Y OAHMX JIIOAEN
NPpU3HAKM reHETUYECKOro 3aboieBaHns NPOSIBNISIOTCS, a Y
APYrvX NoAel C TEM XKe WK MOXOXXNUM reHETUYECKUM
N3MEHEHWEM SIBHbIX NMPU3HAKOB HET. B 3ToM cnyyae
NMEHETPAHTHOCTb CHIDKEHHas! (MK HenomnHas).
MeHeTpaHTHOCTbL reHeTMYECKoro 3aboneBaHns nsmMepseTcsl B
npoueHTax. Hanpumep, ecnn y 90 yenosek 13 100 npm3sHaku
reHeTmyeckoro 3aboneBaHus NPoSBASIOTCS, @ Y OCTasbHbIX 10
— HET, TO YTO NEHETPAHTHOCTb 3TOr0 MrEHETUYECKOTO
3aboneBanus coctasnsier 90%.

BbicOkasi NeHeTpaHTHOCTb 3ab0neBaHMs 03HaYaeT, YTo
nposiBneHns 3abonesanns byayT HabnoaaTbCs y
60/IbLUMHCTBA JI0AEN, UMEIOLLMX FTEHETUYECKOE U3MEHEHNE,
npueoasLLee K 3ToMy 3aboneBaHnto. Huskas NneHeTpaHTHOCTb,
B CBOIO O4epeab, YKasblBaeT Ha TO, YTO Mpu3Haku 60ne3Hu
HabnoAATCA NNLWLb Y HECKOMNBbKMX YEN0oBeK M3 TeX, KTO MMeeT
rEHETMYECKUI BapUaHT, NMO3TOMY OMNpeAesiuTb, Bbi3BaHbl 3TK
CUMIMTOMbI FEHETUYECKON 6OME3HBIO U HET, AOBOJIbHO
TpyZaHo.

MHoraa npaBusibHeEe roBOPUTb O NMEHETPAHTHOCTM He
3ab0neBaHuns B LIE/IOM, @ KOHKPETHOrO reHETUYECKOro
M3MEHeHMs. B HEKOTOPbIX reHax OAHW M3MeHeHUst 0bnaaatoT
MOJIHOW NEHETPAHTHOCTHIO, @ APYrUe HEMOJTHOM.

Kak yacto BcTpeyaeTcs HernoJsiHasi
NeHeTPaHTHOCTb?

OnpeaenuTb, HACKO/bLKO YacTo BCTPEUAETCS HEMOMHAs
NEHETPAHTHOCTb, HENErko, MOCKOJbKY FEHETUUECKUX BonesHel
O4YeHb MHOrO, @ MHdOpMaLMKM Npo HUX Mano. CornacHo
UCCNEA0BAHMAM, HEMOSHAsA NEHETPAHTHOCTb YacTo
BCTpeYaeTcs cpean Aeneumin u aynnmkaumni, NpusoasiLmx K
WHTENNEKTYaNbHbIM HapYLLEHUAM U 3a[IEPXKE Pa3BUTHS.
M3MepuTb NMPOLIEHT MNEHETPAHTHOCTY B HE]ABHO
06HapY>EHHbIX MOHOMeHHbIX 3a60/1EBaHUSAX CIOXHEE,
MOCKOJIbKY B Hay4HOW NUTEpaType OMnMcaHbl INLLb HEMHOMME
ceMbu. KpoMe Toro, B HacTosllLiee BpeMs TECTHI,
UCMOb3YyEMbIE AN BbISIBNEHMS MNOAOBHbLIX FEHETUUECKMX

M3MEHEHVII7I, 06bI4HO He BLIMOSHATCS IoasaM 6e3 SBHbIX
cuMnTomMoB (MCKJ'IIOHEHME COCTaBNAOT poanTenun AeTen ¢
FrEHETNYECKNMMN OTKHOHEHMHMM).

Kak HenoJsiHas NeHeTPaHTHOCTb B/IMSIET Ha
MeHSs U Moero pebeHka?

B TO BpeMsi kak Mpu MOMHON NEHETPAHTHOCTU OnpeaeneHHble
KJIMHUYECKUEe NpU3Haku NposIBASOTCS BCeraa, Npu HEMoJIHOM
MEeHETPaHTHOCTU Y OZHMX NtOAEN MOTYT HabnoAaThCs sIBHblE
Npu3HaKku OTKJIOHEHUS, a Y ApYruX — HeT. B 3ToM cnyyae
pebeHoK MOXET yHac/eoBaTb reHeTUYeCKoe U3MEHEHNe OT
poauTens.

[103TOMY, BHE 3aBUCMMOCTU OT pe3yfbTaToB rEHETUYECKOro
aHanusa pebeHka, TOYHO onpeaenuTb, byaeT vy Hero To Un
MHOE reHeTuyeckoe 3aboseBaHne, B C/lydae HEMoJIHOM
NEHETPAHTHOCTN HEBO3MOXXHO.

¢aKTOpr, KOTOpbIi€ MOryT NOBJ/IMATb Ha
IKCNpecCcMBHOCTb U NEHETPaHTHOCTb

B HacToslwee BpeMs 0 hakTopax, BAUSIIOWMX Ha
SKCMpeCcCnBHOCTb U NEHETPAHTHOCTb, N3BECTHO HEMHOIOE.
WHorpa onpeaennTb CTENEHb BbIPaXXEHHOCTU I/I/I/IJ'IVI 4acToTy
NPOSIB/IEHNS FeHA OY€Hb TPYAHO.

Ha nposiBnieHne Npu3HaKkoB GOMbLLMHCTBA FEHETUYECKMX
OTK/IOHEHWIA MOTYT B/IUATb BO3PaACT, MO, Apyrue
reHeTUYECKNE U3MEHEHUS, UBMEHEHUS! B YPOBHE aKTUBHOCTM
reHoB 1 (DakTopbl OKpY>KatoLLen cpefbl.

Ha 3KCnpeccuBHOCTb M NEHETPAHTHOCTb, BEPOSITHEE BCETO,
B/IMSIET YHWKA/bHbIN FreHETUYECKMIA (POH KaXkaoro YenoBeka.
Jlioan He NoAO3peBaloT, YTO B UX FEHOME COLEPXKUTCS
MHOXKECTBO reHETUUYECKMUX BapuaHTOB, KOTOpbIE CaMu Mo cebe
MOTYT He OKa3blBaTb HUKAKOrO B/IMSIHUS Ha UX 3[0POBbLE U
pa3BUTME, HO B COYETAHMM C APYTUMM FEHETUYECKIMM
BapWaHTaMy1 MOTyT CMOCO6CTBOBaTbL MPOSIB/IEHUIO NMPU3HAKOB
TOrO UM MHOTO OTK/OHEHMS. TaKxe MOryT HabnoaaThcs
pa3nnuumMsa B CTEMEHM 3KCNPECCUBHOCTM FEHOB.

KpoMe Toro, Ha 3KCMpPecCUBHOCTb M NMEHETPAHTHOCTb MOXKET
NOBNUATb NOJ YenoBeKa. TaK, CTeneHb BbIPAXXEHHOCTM U
YaCTOTy NPOSIB/IEHNS reHa OMNPEAENsIOT HE TONbKO
reHeTUYECKNE BApUaHTBbI Ha X-XPOMOCOME (06bIYHO Y JKEHLLWH
ABe X-XpOMOCOMBI, @ Y MyXXYMH — OfHA), HO U
UMMPUHTUPOBAHHbIE MEHbI, YPOBEHb aKTUBHOCTU KOTOPbIX
HaNpAMYIO 3aBUCUT OT BMOJIOMMYECKOrO Mosia YesioBeKa
(Hanp1Mep, HEKOTOPbIE FeHbl «BbIKMOYEHB» HA XPOMOCOMaX
MY>KUWH, @ HEKOTOPbIE — Ha XPOMOCOMaX JXEHLLIMH).
MeHEeTPaHTHOCTb MOXKET 6bITh PasHOM B 3aBUCUMOCTU OT
Bo3pacTa (0co6eHHO Mpu 3a601eBaHUSX, HAUMHAIOLLMXCS BO
B3pOC/IOM BO3pacTe).



