Y10 Takoe
npecumMmnTomMaTuyeckas
reHeTn4yeckas AMarHocTtuka?

UHdopmauma ana naumeHToB U
YrieHOB UX cemMeu



YTo Takoe npecumMnToMaTMyecKas reHeTu4ecKas
AnarHocTtuka?

OTta wuHpopmaumsa kKacaeTca NpecumnTomMaTuyecKom
reHeTU4YeCcKon [OuarHocTUKM 3aboneBaHni, He CBSA3aHHbIX C
BbICOKMM PUCKOM pasBuTUS paka. Mbl Hanucanu aToT Oyknet
Ans Toro, 4To6bl NOMOYb Bam 0TBETUTL Ha Takne BOMNPOCHI, Kak:
UTto Takoe npecumMmntToMmaTuyeckas reHeTmyeckasi AnarHoCcTmka?
lMoyeMy HekoTOpble NIDAK peLlatTcs ee NpoBecTn?

O uem MHe cnegyeT nogymaTb, €CM MHE npeanaratT NPOuTU
nogobHoe nccrnegosaHne?

Paszpen 1. O Hawmnx reHax

YT06bI NMOHATH, yTo npeancrtasngaetr cobown
npecumMmnTomMaTmMyeckas AuMarHocTuka, GyaeT nonesHo BHadarne
NMOHATb, YTO TaKOe reHbl 1 XPOMOCOMBbI.

FeHbI n XPOMOCOMbI

Hawe Teno coctout M3 MUNNMOHOB KNeTok. BonblmnHCTBO
KNeToK coaepxaT MONHbI Habop reHoB. Y 4YenoBeka TbiCAYM
reHoB. [eHbl MOXHO CpaBHUTb C WHCTPYKLUUSIMU, KOTOpbIle
MCNonb3ylTCcsA Anst KOHTPOMsl pocTa U cornacoBaHHOW paboTbl
BCEro opraHmamMa. [eHbl OTBeYalT 3a MHOXECTBO MNpPU3HaKOB
Hallero opraHuama, Hanpumep, 3a LBET rnas, rpynny KpoBu Unm
poOCT.

[eHbl pacnonoXxeHbl HA HUTEBUOHbLIX CTPYKTYpax, HasblBaeMblX
XPOMOCOMaMM. Kak npaBuno, B OONbLUMHCTBE KNETOK
opraHuama cogepxutca no 46 XpoMocoM. XpOMOCOMbI
nepegarTcs HaMm OT poamTenen — 23 OT Mambl, 1 23 OT nanbl,
MO3TOMY Mbl 4acTO MOXOXWM Ha CBOUX poauTenen. Takum
obpasom, y Hac gBa Habopa no 23 XpomMoCcoMbl, Unn 23 napbl
XpOMOCOM. TaK Kak Ha XpPOMOCOMaXx pPacrorioXeHbl reHbl, Mbl
Hacrnegyem nNo ABe KOMUU KaXAoro reHa, no O4HOW Konuwu OT
Kaxgoro 13 pogutenen. XpoMocoMmbl (crefoBaTernibHO, U FeHbl)



COCTOSIT N3 XMMUMYECKOro coeanHeHusi, HasbiBaemoro [HK.

PucyHok 1: eHbl, xpomocombl 1 [JHK

MHorpga M bl

«,-,KneTKa ABJNldAdaeMZCHA

w HoOCUTenamMm
\\XpOMOCOMbI 23 napebl yHaCJ'Ie,D,OBaHHOI'O

o mnnun BHOBD

BO3HWUKWETO
XpOMOCOMbI crnararTcd M3IMeEeHEeHWAHA
V3 TeHos (MyTauuu) B OOHOM
nnn obenx Konusix
reHa, 4to Mellaer
reHy  npaBUIIbHO
pabotatb. 37O
N3MEHEHNE MOXET
cTaTb  NPUYUHON
pas3BUuTMUSA
HacnegcTBeHHOro 3aboneBaHus, Tak Kak reH He nepegaeT
OpraHuamy npaBunbHy0 WHGopmaumto. CyLLecTBYIOT ThICSYN
HacneacTBeHHbIX 3aboneBaHui, OTAENbHbIMW  NPUMEpPaMU
KOTOPbIX MOTYT CIYXXUTb MYKOBMCLMA03, MbllLeYHass AncTpocus
nnn 6onesHb [eHTUHrToHa. HekoTopble M3 3TUX 3aboneBaHWi
HayMHaTCA cpasdy nocne poxaeHus. [pyrne pasBuBalOTCS
no3xe B TeyeHue Xu3Hu. B aton Gpowiope Mbl, B OCHOBHOM,
byoem obcyxaaTb 3aboneBaHusi, passuBatowmecss B 6onee
cTapLuem Bo3pacrTe.
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Paspgen 2. O TecTupoBaHum

UtOo Takoe npecumnTomMaTMyeckass reHerTun4vyeckas
AnarHocTtuka?

lMpecumnTomMaTnyeckass reHeTMyeckas AMarHOCTMKaA MOXeT
npeaocTaBnTb MHOpMaUUIO O TOM, HACKOSTbKO BEPOSATHO, YTO Y
yerioBeka B [JarbHeuLlen >XU3HW pas3oBbETCH ornpeferieHHoe
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3aboneBaHue.

TectupoBaHne o06bIMHO npoBOAMTCA Ha obpasue kposu. B
nabopatopun obpasey, 06bIYHO aHaNU3npPyT Ans Toro, 4YTobbl
onpenenuTb, ecTb NN Kakne-nnbo namMeHeHnsa B onpeaeneHHOM
reHe WUnm reHax, cBs3aHHbIX ¢ 3abonesaHnem. B Gyknete «4YTto
npoucxoautT B TreHeTUYeCKOW nabopatopun?» Mol
npegoctaBnsgem Gornblue MHopMaLMM O TOM, Kak aHanmM3mpyroT
reHbl.

Onsa yero MHe MOXeT NOHaAO0OUTLCA NpecuMnToMaTu4yeckas
AnarHocTtuka?

Ecnn B Bawen cembe mMMeeTcss U3BECTHOE HacnegcTBEeHHOe
3aboneBaHne, W WU3BECTEH T[EH, OTBETCTBEHHbIM 3a 93TO
3abonesaHue, Torga Bbl MoxeTe ob6paTtutbCca  3a
NPecUMNTOMaTUYEeCKON FEHEeTUYECKOM ANarHOCTUKOW, 4TOObI
BbISICHUTb, YyHacnegoBann num Bbl 3TOT reH. Bbl MoxeTe
noxenaTtb NPONTU TECTUPOBAHUE, ECIN:

1 3aboneBaHMe MOXHO npenoTBpPaTUTb, WK  €ro
CMMNTOMbI YCMELLHO feYvaTtcs, unm

1 3aboneBaHMe Hemnb3Aa HU NPeaoTBpaTUTb, HU
BbIN1IEYNTb, OJHAKO:

1 Bam HyxHa WHpopMauusa, KoTopasi MOXET MOMOYb
Bam B npuHATMM pelueHnn O OeTOpOXOEeHUM MU ans
OCBEeOMINEHHOCTM O puckax ans Bawwux geten.

1 Bbl cunTaete, 4tO 0OONee nonHoe 3HaHMe O
BEPOATHOCTM Toro, 4to y Bac pasoBbeTcs
3aboneBaHne, nomMmoxeT Bam nNpuHATL BaxHble
XU3HEHHbIE pELLUEeHUns, BKMNoYas pelleHust o Bawem
neYyeHun.

1 Bbl siBNgeTecb 4enoBeKkOM, KOTOpbIA npegnoynTaeT
bonbwe 3HaTb O cobcTBeHHOM  Oygyuwem, U
npeanovnTaeT B XU3HM OnNpeaesiEHHOCTb.

Kakue 3aboneBaHuas Moryt ObiTb BbIIBNEHbI



npecMMnToOMaTM4eCKon AMarHOCTUKOMN?

CyuwecTByeT MHOro 3aboneBaHui, Anst KOTOPbIX HeQABHO cTana
[OCTYMNHON NpecuMnTomMaTMyeckas reHeTuyeckasl auarHocTumka.
HekoTopble npuMepbl TakMx 3aboreBaHuUii:

1) HekoTtopble BMAabl paka (4ns 6onee nogpobHon nHdopmaLmm
obpaTtuTtecs, noxanymncrTa, K Opowtwpe
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2) 3aboneBaHus, NpyU KOTOPbIX NMopaxaeTcs HepBHasi cuctema
(HeBponoruyeckne 3abonesaHus), BKNOYas:
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- d&z20OMmdzj HMilse j dzdzOW OlsO¢ mdw
napannervs

3) 3aboneBaHusi, Npy KOTOPbIX NOpakaeTcsl MbllleYyHast cuctemMa

(HepBHO-MbILLEYHbIE 3aboneBaHNs), BKIOYas:
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4) 3aboneBaHusi, nMNpu KOTOPbIX MOpaxaeTcsa cepaue
(kapanonormnyeckmne 3aboneBaHunst), BKNOYas:
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YTO Mbl NOHMMaeM noa KPUCKOM»?

B 6onblnHCTBE cnyyaeB (3a MWCKMNOYEHMEM paka) Hanuvue
M3MEHEHHOro reHa 0ObIMHO O3Ha4vaeT, 4To y Bac pasosbeTcs
3aboneBaHne. OpgHako, kak npasuno, ObiBaeT HEBO3MOXHO
npeacka3atb, B Kakom Bo3pacTte y Bac pasosbeTtcs
3aboneBaHne, HACKONbKO CUMbHO OHO ByAeT BblpaXeHo, U Kak
ObICTpO ByayT pa3BmBaTLCA CUMNTOMBI.

Ecnn Bbl yyBcTBYETE, 4TO Y Bac MoOXeT ObITb NOBbLILLEHHbINA PUCK
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kakoro-nnbo 3aboneBaHusi, U XOTUTEe TMNPOWUTHU
NPeCcUMNTOMaTUYECKYD TeHETUYECKYI0 ANArHOCTMKY Ha OOHO M3
3TuUX 3aboneBaHui, Bbl OOMKHbI NPUATU Ha NpPUEM K Bpady-
reHeTuKy.

Mpouenypa reHeTU4ECKOro TeCTUPOBaHUSA

[o Toro, kak Bbl HayHeTe npoueaypy MNpecuMnToMaTU4ECKOn
reHeTU4YecKon AMarHOCTMKM, HeobxoaMmo NoATBEPAUTb, YTO Bl
AENCTBUTENBHO HAXOAUTECH B rpynne pucka. BHayane cnegyet
NPOBECTU TWATENbHbIN CEMEWHbLIN aHanus, 4Tobbl ybeanTbCs,
4yTo y Bac ecCcTb MNOBbIWEHHbLIM PUCK HacNeacTBEHHOro
3aboneBaHus. B 6GonblIMHCTBE CryyaeB, €Cnn reHeTuyeckoe
TECTUpPOBaHME BO3MOXHO, OHO B nMepByl o4vepeab bOyaer
npegnoxeHo Tem M3 Bawmnx 6nn3knux pogCcTBEHHUKOB, Y KOTOPbIX
NMeeTca HacneacTtBeHHoe 3aboneBaHue, 4YTOObl YCTaHOBUTb
N3MEHEHHbIN reH, nepegarwmincs B cembe. Ecnu B nx obpasuyax
KpoBn OyOeT BbIIBNEHO  crneumuyeckoe reHeTmyeckoe
N3MeHeHue, Toraa CTaHeT BO3MOXHbIM B3siTb obpaseL, KpoBu y
Bac ansa toro, 4tobbl BbIACHUTL, yHacnegosanu nu Bel 310 Xe
camoe reHeTu4eckoe naMeHeHue. Ecnm pesynbtaTthl 3TOro Tecta
NOKaxyT, YTo Bbl yHacnegoBann 3TO reHeTUYECKOE M3MEHEHME,
Toraa y Bac Takke ecTb puCK pasBuTUSA 3Toro 3aboneBaHunsa B
TeyeHne xm3Hu. Ecnm  Bbl  He yHacnepoBanu  9TOro
reHeTU4Yeckoro nameHeHusi, To Bbel He BxoguTe B rpynny pucka.
Onsa HekoTopbix 3aboneBaHun, Kak
HanpumMmep, xopess [EHTUHITOHA,
npenBapuTenbHoe TecTupoBaHue
OONbHbLIX POACTBEHHMKOB HE sBMdeTcs
HeobOxoauMbIM, TakK Kak yveHble 3apaHee
3HalOT, B KAKOM M3 FEHOB crnefyeT uckatb
N3MEHEHMS.

MpoBepgeHue reHeTMyYecKkoro
nccnegoBaHna asnsieTca Bawmm nnyHbim
BblOOpOM, Bbl HuKOrga He  OOSDKHbI
npoxoauTb ero noa AaBfneHnem
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MEeOMUMHCKNX PabOTHUKOB, YNEHOB CEMbM WNKU Apy3en. ITO
Takke [ONUTEnNbHbIA MNPOLIECC, KOTOPbIM MOXET  BKIo4vaTb
HECKONbKO MOCELLUEHNA Bpadva-reHeTuka u Mecsaubl OXuaaHus
pesynbtatoB 13 nabopatopun. Bbl MoOxeTe  nonyyYnTb
MHopMaUnIo, KOTopas okaxeTca Ana Bac HoBoW n HenpocTon
ANA NOHUMaHWA, N LUEenocTHoe BOCNPUATME 3TOW WHopmauun
MOXEeT OKa3aTbCHA [OOBONbHO TpyAHbIM. Ha Haw B3rnsa, Bam
MOXeT OblTb KomMdopTHee, ecnn Bbl Bo3bMeTe € cobon Ha
KOHCYINbTauuio C BPadYOM-F€HETMKOM KOro-To, KTO CMOXeT Bac
nogaepxaTb, Hanpumep, Apyra unv napTHepa. Bbl MoxeTte
NonpoCcuTb ero genaTb 3annucu BO BPeMs KOHCyNbTaumn. BaxHo,
yToOGbl Yy Bac 6bina BO3MOXHOCTb OOCYAUTb reHeTuyeckoe
TECTUPOBaAHME C OMbITHbIM BpayvoM-reHeTukoM. OH MOXeT
cHabauTb Bac Bcen HeobGxogumowm uHopmaumen, KoTopas
NOMOXET NPUHATb pelleHne, onTumanbHoe ana Bac. OH Takke
MOXeT nomMoyb Bam o06cyauTb SMouMOHanbHble acnekThbl
TECTUPOBAHUSA, KOTOPbIE€ MOrYT BO3HUKHYTb, a Takke OTBETUTb
Ha BCe BOMPOCHbl 1 COMHEHUS!, KOTOpble MOryT y Bac BO3HUKHYTb.

MomMHWTE, 4TO nocrne Toro, kak Bbl nonyynte pesynbTatbl
TeCTUpoBaHusi, cutyaunss 6yaet HeobpaTuma. [oaToMy BaKHO
noctapatbCsi npoaymaTb HEKOTOpble OCHOBHblE  aCMeKTbl
TECTUPOBaHUS OO0 TOro, Kak Bbl npumeTe OKoOHYaTenbHoe
peLleHune.

Pasgen 3. NMpuHATHe pelueHuns
a)f duydddy d ftes¥ddzoCIlsds O

EcTb N BO3MOXHOCTU Jle4EeHUs WNM npeaynpexpeHus
3aboneBaHuA?

BaxHo y3HaTb, CylleCTBYeT 51 JleYeHue Unu Ccrnocobbl
CHKEHUSI pucka pas3BuTua 3aboneBaHuss, ecnu  Oyget
yCcTaHOBMeHo, 4To Bbl sABnsetecb Hocutenem W3MEHEeHHOro
reHa. 3HaHWe TOro, CyLIecTBYEeT NN AOCTYMHOE NeYEHUE, MOXET
nomoyb Bam B npuHATUM pelueHus.
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[nsa HekoTopbiXx 3aboneBaHWi, HanpuMmep, Kak YNoMSIHYTble
kapauonornyeckne 3aboneBaHusi, noka HeT cneumduyeckoro
neyeHusi, 3aboneBaHWe MOXHO KOHTPONMpoBaTb NPUEMOM
nekapcTB, crneunanuaMpoBaHHbIMKW BOAUTENSAMU puTMa, WK, B
HEKOTOPbIX CryYasix, XMpYyPru4eckum nyTem.

Ona pgpyrmx  3aboneBaHun, Kak, Hanpumep, 6GonesHb
[[EHTUHITOHA, HEe CyLLEeCTBYET NOAXOAOB K JIEYEHUID, CNOCOBHbIX
3ameanuTb  nporpeccupoBaHne 3aboneBaHusa. OpagHako
HEeKoTopble M3 CMMMTOMOB MOryT ObITb 4acCTMYHO OcrabneHbl
npuemMom nekapctB. 3HaHMe TOro, 4to Bbl gBnsieTechb
HOCUTENEM W3MEHEHHONO TreHa, MOXET WMETb BaXHoe
3MOUMOHANbHOE 3Ha4YeHWe, a TakKe MOMOYb B MIaHMPOBAHUK
Bawuen xusHu.

b)1 d sftcj Hj dzj dedztsls! © @ jdzj Isdyd MS

HeonpepeneHHocTb B pe3ynbTaTtax TeCTUPOBAHUA MU
3aboneBaHuun

PesynbTatbl npecuMmnToMaTU4eCcKOn reHeTUYECKON OUarHOCTUKN
HecyT B cebe xoTs 6bl HebOoMbLUIYO CTeneHb HeonpeaeneHHOCTH.
HocutenbCTBO M3MEHEHHOrO reHa obbIYHO O3Ha4vaeT, 4To y Bac
NoYTU HaBepHsika pa3oBbETCs 3abonesaHne. OgHako byaeT Bce
eue [O0CTaTOMHO TPYAHO Mpenckasatb, Korga MMEHHO 3TO
NPOM30MAET, HACKOMbKO TSHKENbiM OHO OyaeT, MM HaCKOSbKO
GbicTpo ByayT NnporpeccMpoBaTb CUMNTOMbI.

MoMHUTE, B Hay4yHbIX TepMMUHaX, MNOSIOXKUTENbHLIN pe3ynbTaT
o3HavaerT, YTo Bbl ABJIAETECbH HOoCcuTENnEM M3MEHEHHOrO reHa,
a oTpuuaTenbHbIn pedynbtaTt 3HaunT, YTo Bel HE ABNAETECDH
HOoCcMTEeNneM M3MEHEHHOro reHa. Yauwe Bcero, pesynbtat byaet
ogHum wunn  gpyrum. OpHakO MHOrda BO3HMKAET TPETUMN,
KNPOMEXYTOYHbIN»  BapuaHT: HECMOTPS Ha  HaWgeHHbIN
N3MEHEHHbIN TeH, HEBO3MOXHO C ONpeneneHHOCTbI cKasaTb,
npuBeaeT N OH K pa3BuTumo 3aboneBaHuns. TO peakmn BapuaHT
OTBETAa, HO KpaHe pa3ovapoBbIBaOLLNNA.
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Bam cnegyet o6cyantb Bce 3TU BO3MOXHbIE MCXOAbl C BPayYoM-
reHeTMkoMm, korga Bel OyaeTe npuHUMaTh pelleHne, NpoxoanTb
NN TECTUPOBaAHME.

OYlsts HJj &Ol! f] tjLEd lsOkOdiq
Kak pe3ynbTaTbl TECTa MOryT NnoBJINATbL HaA MOU ‘-IyBCTBa?

o Toro, kak Bbl npuMeTe pelleHne B OTHOLLEHUN FTEHETUYECKOIO
TeCcTupoBaHusl, O6bino Obl XOpoWO nocTapaTbCAa NpeacTaBUTb
cebe, kak Bbl mornun 66l cebs YyBCTBOBaTb, MOMYyYMB XOpoLume
UMM NIOXMe HOBOCTU, U BCMOMHUTE, Kak Bbl pearnpoBanu Ha
NnyoxXue HOBOCTWU B MPOLUSIOM. OTO MOXET nomodb Bam pewwnTb,
yTO B [OAHHOM cCfny4yae Jydlle - HEeU3BEeCTHOCTb Wnn
onpeaenieHHOCTb, KakoB Obl HY BbIN pesynbTaT. BaXXHO NOMHUTD,
4YTO Mbl BCE pearnpyem no-pasHoMy, U HET Takoro NOHATUSNA, Kak
«HOpMarnbHas» peakuusi.

Kak s MOry oTpearmpoBaTb, €CJiN pe3yribTaT NOKaXeT, YTO A
ABNAKCb HOCUTENEeM U3MEHEHHOro reHa?

[ns HeKoTopbIX NAen gaxe pes3ynbTaT, yKasbliBalowWmUKW, 4YTo Y
HUX €CTb FeHeTu4yeckoe Wu3MeHeHune, bornee npeanoyvYTUTESNEH,
YyeM CTpecc M TpeBora, NopoXxgaemble HEW3BECTHOCTbIO. [ns
Takux nwaen  ycrnokoeHuvem aBnsietca obnagaHue
MakCMMarnbHbIM KONIMYECTBOM MHGOPMaLMK, Kakon Obl OHA HK
Obina.

HekoTopbiM NoasM CTaHOBUTCS Nerde, Koraa OHW y3HatoT, YTo Y
HMX €CTb BbICOKMMA PUCK ONPEeaeneHHOro HacneacTBEHHOro
3aboneBaHusi, ecnm 310 YTO-TO, YTO nogaaeTca nedeHuo. OHu
YYBCTBYIOT, YTO MHpOPMaLUNA SBMSETCA NMONE3HON, TaK KaK OHU
MOryT caenatb BCe BO3MOXHOE AN yBENNYEHUS CBOMX LLAHCOB
COXpaHuUTb 34o0poBbe. [nsi Tex, KTO SABNAETCSs HOCUTENEM
N3MEHEHHOro reHa, NpMBOASALWLEro K  HEU3neynmMomy
3aboneBaHuio, 3TO0 6NM3KO K TOMY, Kak eCcnm Obl OHWU Yyxe
3abonenun atum 3abonesaHmeM. OHM 3agal0TCs €QUHCTBEHHbLIM
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BonpocoM «Korga MMeHHO 3TO CO MHOM CRyYUTCA?». OTO MOXET
0OKa3aTbCsl O4EHb MYYUTESbHbBIM.

HekoTopble ntoan, y3HaBLUME O CBOEM BbICOKOM PUCKE pPasBUTUS
3aboneBaHusi, CpaBHMBAKOT CBOM MoOCreaylLlme 3SMoumMnm C
«aMepuKaHCKMMK ropkamm». OHWU roBOPST, YTO €CTb XOPOLUNE U
nnoxve [AHW. B KOHeyHoMm cueTe, OGONbLUIMHCTBO noAEW
NPUMUPSIIOTCA C pe3ynbTaTaMmy TECTUPOBAHUS U UCNOSb3YIOT 3Ty
MHOPMaLMIO Ansi NNAaHUPOBAHMS CBOEW XKNU3HW.

Kak s MOry oTpearmpoBaTb, €CJiN pe3yribTaT NOKaXeT, YTO A
He SABMSACb HOCUTENIeM U3MEHEHHOro reHa?

B OonbwuHCTBE criyvyaeB, YyCTaHOBREHWEe Toro cpakra, u4To
YeroBeK He ABNSeTCS HOCUTENEM U3MEHEHHOIO reHa, NPUHOCUT
pagocTb WM 4yBCTBO o0bOnervyeHna. OpHako Hepegko noau
FOBOPAT, YTO MCMbITbIBAOT ONYCTOLIEHNE NOCIe TeCTUPOBaHUA.
OTO MOXeT ObITb MOTOMY, YTO OHW XXUMN C OLLYLLEHWEM PUCKA
Tak Aonro, 4to TpebykTca cepbe3Hble U3MEHEeHUs Onsi TOoro,
4YTOOblI MPUBLIKHYTL ObITb «HOPManbHbIM». HekoTopbie nan
NCMbITLIBAIOT pasoyapoBaHME, TakK Kak oXxuganu ropasgo
Oonblue NoNoOXnTenbHbIX N3MEHEHUI B CBOEWN XXU3HWU B CBA3UN C
«XOPOLLMMMN HOBOCTAMM.

HekoTopble ntogun, koTopble Obinn  ybexaeHol B CBOEM
HOCUTENbCTBE, MOTYT KapAWHaNbHO MOMEHSITb CBOU XXU3HEHHbIEe
B3rnsiabl. HekoTopbiM MoasiM ObiBaeT CNOXHO NPUHATL MbICIb O
TOM, YTO Y HUX «eCTb Oyayuiee».

HekoTopbIM fogsam CnoxkHo obcyxaaTb «XOopoLune HOBOCTM» C
POACTBEHHMKaMK. YacTo noau, NonyyYuBLUME  «XOPOLUME
pe3ynbTaTbl TECTUPOBAHUS COOOLLAOT, YTO YYBCTBYHOT <BUHY
BbKMBLLEro». OHU PasMbILLMIAOT, NOYEMY OHU «YCKOMb3HYMMN»
OoT 0OonesHn, Toraa Kak OpyrMM YfeHam MX CEMbM 3TO He
yaanock. MIHoraa cnoxHo npuHsTb TOT dhakT, 4To Bam noeesno,
TOrga Kak apyrum — Her.
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HeKOTOpre ngn, nonyymeLline «Xxopouiune HOBOCTW>»,
YyBCTBYIOT NOBbILLEHHYIO OTBETCTBEHHOCTb 3a 4JIEHOB CEMbBWU, Y
KOTOPbIX €CTb 3abonesaHue.

Apgantauus K pe3ynbTataM TeCTUpOoBaHUA Tpe6yeT BPEMEHMU,
Jaxe eclinm 3TO «XopoLine HoBOCTU».

d) tdMS Hdw J1Oohdn Hjlkj?

Yto OyayT o3HauvaTb pe3ynbTaTbl TECTUpOBaHUA AnAa Bawunx
aeten (v byaywmx aeten)

Pesynbtatel Bawero reHeTu4eckoro mccrnegoBaHUs He TOSMbKO
pacckaxyT Bam o Bawem pucke passutus 3aboneBaHusi, OHU
Takke pacckaxyT Bam b6onblie o pucke gns Bawwnx geten.

Ecnn pesynbTaTbl TecTUpoOBaHWA MOKa3blBalOT, 4TO Bbl He
yHacnegoBanu W3MEHEHHbIN TeH, WAeHTUMOUUNPOBAHHOIO B
Bawen cembe, 3HauuT, y Bac HeT NOBbILLIEHHOIO pyUcKa pa3BuTus
3aboneBaHuss, M Bawmu pgetm Takke He yHacneaywT
NoOBbIWEHHbLIN pUCK OoT Bac. OTo0 cBA3aHO ¢ TeM, 4YTOo Bbl He
MOXeTe nepefaTb U3MEHEHHbIN FeH, KOTOPoro y Bac Her.

Ecnn pesynbTathl Bawero nccnegoBaHnsa nokasbiBalOT, YTO Y
Bac ecTb W3MEHEHHbIN TeH, Bawun petm Takke wMoryt
yHacnegoBaTb 3TOT reH oT Bac u Takke MMeTb MOBbLILEHHbIV
puck. OO6blMHO pebeHKy HeT HeobXxoAMMOCTU BbIMOMHATb
npecMMnToMaTUYeCcKyto AMarHocTuky 0o Bospacta 18 net. Ecnu
HET MEeOUUMHCKMX TMOKasaHuh [Ona TecTupoBaHus pebeHka,
cuMTaeTca ONTUManbHOW CTpaTerMen noaoxaatb, YTOObI
pebeHOoK cTan AOCTaTOYMHO B3POCHbIM, YTOObI CaMOCTOATENbHO
NPUHATL Takoe pelleHue. VcKnodeHnem SABMSTCSA CuTyauuu,
Korga CyLlecTBYIHOT crneunduyeckme MeguumHCKMe nokasaHua K
TOMY, 4YTOObl BbLINOSIHATL MPECUMNTOMATMYECKYD ANArHOCTUKY
pebeHky.

O6cyxneHne HacnencTBeHHoro 3aboneBaHns M pesynbTaToB
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HpeCMMHTOMaTquCKOVI ONarHoCTuKM ¢ geTtbMn " NoApOCTKaMM
MOXET OblTb O4YeHb CIOXHbIM. Y HUX MOXEeT OblTb OrpomMHoe
KOoJin4eCcTtBO BOIMpPOCOB, U O4YeHb BaXHO OTBETUTb Ha BCe
BOMPOCblI HACTOJIbKO npaBaMBO, HACKOJIbKO 3TO BO3MOXHO,
npuHNMMaa BO BHUMaHNE UX BO3PaACT U CTeNEeHb 3PpeJyIOCTU.

EcTb nu Kakaf-To BO3MOXHOCTb MU36exaTb pa3BUTUA
3aboneBaHuna y pebeHka?

[na HekoTopbIX HacneAcTBeHHbIX 3aboneBaHu  cyllecTByeT
BO3MOXHOCTb MPOBECTU TecTupoBaHue BO BpeMms
B6epemeHHOCTU, ANg Toro, YTobbl onpeaenuTb, yHacnegosarsn nv
pebeHOK M3MEHEHHbLIN reH (npeHaTanbHas AuvarHoctuka). [Ons
noslydeHuss  OONoSIHUTeNbHOW  MHGopmauunm Bbel  MoxeTe
obpaTtutbcsa K 6Gpowtopam AMHUoUEeHTe3 n buoncusa BOPCUH
xopuoHa . Ecnn Bbl cuntaeTe, 4TO 9TO MOXET ObITb akTyarnbHO
ana  Bac, noroBopuTe C€ BpayoMm, [OCTynNHa nuM Takad
anarHoctMka pgnst 3aboneBaHusi, koTtopoe Bac 6Gecnokour.
BaxHo, 4Tobbl Bbl 0OCyamnu 3TOT BOMPOC OO HACTynneHus
GepemMeHHOCTN, ecnn 3TO BO3MOXHO, TaK Kak nabopaTtopuu
MOXeT noTpeboBaTbCsA HECKOSIbKO MecsAueB AN MOAroTOBKU K
TECTUPOBAHUIO.

MoxeT cyuwecTBoBaTb BO3MOXHOCTb MNPOBECTU Mpoueaypy,
Ha3biBaemyt [lpegnmnnaHTauMoHHas reHeTu4yeckas
anarHoctuka (ML), B kayecTBe anbTepHaTUBbI TECTMPOBAHMIO
nnoga BO Bpems ©GepemeHHOCTW. [Ona  onfogoTBOPEHUS
MCNonb3yTCH creunanbHble MeOUUUHCKUE TEeXHOMNornu, wu
OnNnoAOTBOPEHHbIE ANLIEKNETKN (3Ur0Thl) TECTUPYIOT Ha NpeameT
HOCUTENbCTBA U3MEHEHHOro reHa. TONbKO Te 3UroTbl, KOTopble
He cogepXaT W3MEHEHHOro reHa, UMMNMAAHTUPYKTCA B MaTtky
XEHLUMHbI. OTO ANUTENbHbIM NPOLECC, KOTOPbIN NOAXOAUT He
ana Bcex. Onga nonyyeHus 6onee nogpobHon MHMopmMaumm o
Mra, n o Tom, BO3MOXHa Nu OHa B Bawewm cny4yae, Bam cneayer
NOroBOpmUTbL C Bpa4oM.
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Bo MHormx cny4asx npouecc reHeTUM4eckoro TeCTUPOBaHMUS
cONMKaeT 4YNEeHOB CeMbW, U CeMbS MOXET ObiTb BaXKHbIM
MCTOYHUKOM noadepxkn. OpHako, B HEKOTOPbIX Cryyasx,
NPOLEeCC reHEeTUYEeCKOro TECTMPOBaAHMUS BbI3bIBAET HaMNpPsiKeHue
N OCNOXHeHUs B ceMbe. Mbl cuMTaem BaxHbIM MpoAyMaThb,
Kakoe BO3deNcTBME Mpouedypa TECTUpPOBaHMA U ero
pesynbTaTbl MOFYT OKa3aTb Ha Balln OTHOLLEHWUs C NapTHEPOM U
APYrMMX YneHamyn cembu. MomHMTe, 4yTO 3aboneBlune YneHbl
CeMbW BHavane [OSMKHbl COrMacuTbCA MNPOWTU reHeTuyeckoe
TeCTMpoBaHue Ans  UAEHTUUKAUUN  U3MEHEHHOTO  reHa.
MoaToMy nMpuBNeYeHMe YNEeHOB CeMbW MOXET OKa3aTbCs
CNOXHbIM. VIHOrga YneHbl ceMbU TEPSIIOT KOHTAKT ApYr C OPYroMm.
MoxeT okasaTbCa CMNOXHbIM Takke obcyxgatb 6o0nesHs,
KoTopas ©Obina B NPOLWSIOM, Tak 3TO MOXET OblTb CBSA3aHO C
HeNnpPUATHLIMX  BOCNOMUHaHUAMKU. Bpay-reHeTuk MoxeT p[aTb
Bam coBerT, kak BeCTu cebs B 3TUX CUTyaUUsIX.

HekoTopble nogn MOryT pelumTbCsl Ha AUarHOCTUKY pagu CBOWX
POACTBEHHUKOB. [pyrne, HanpoTMB, MOFYT HE 3ax0TeTb MPOUTU
reHeTMyeckoe obcrnegoBaHue, NMOTOMY YTO OHWU MpPeanoYnTatoT
He umMeTb WMHGOPMaLUN O CBOEM pucke. BaxkHO NOMHUTL, 4TO
pasHble YNeHbl OOHOW CEMbU MOTYT UMETb pa3HOe OTHOLLEHUE K
TECTMPOBaHUIO, M K WX OTHOLIEHWO cregyeT OTHEeCTUCb C
yBaxeHnem. [eHeTnyeckoe TeCcTUpOBaHME MWHOrAa MOXeT
pPacKpbITb CeMeWHble TaWHbl, BKMOYAs YCbIHOBIIEHWE WUNu
NOXHOEe OTLOBCTBO (TO ecTb Buonornyeckuin otel, pebeHka He
TOT, KOFO CYMTAIOT TAKOBbIM YfieHbl CEMbM). ODTO CBA3AHO C TEM,
4YTO B npouecce (reHeTU4ecKoro) MCCrnefoBaHUS U3y4atoTcs
POACTBEHHbIE CBHA3M, U MOXET CTaTb OYEBMAHbIM, 4TO Bbl He
nMeeTe OBLLMX FEHOB C OPYrUMW YrieHamu cembu. Bbl JOMKHbI
ObITb OCBEAOMIEHBI O TAKON BO3MOXHOCTU, Mpexae YeMm peLumTe
HayaTb TeCTUpPOBaHWe.
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KoHdmaeHumanbHOCTb

HocTyn k Bawmm reHeTnyeckum pesynbTaTtam KOHUaeHUnaneH.
Baw Bpay He umeeT npaBa coobuiatb KOMY-Mbo 0 TOM, YTO Bbl
npoxoauTe reHeTMyeckoe TecTMpoBaHWe unuM coobwaTb Komy-
nnbo pesynbtaTtbl Bawmx reHeTuyeckmx TectoB 6e3 Baluero
paspeLueHus.

CrtpaxoBaHue

CTpaxoBble KOMMNaHUM 4Yacto npocat Bac
coobwaTb MeanuuHcKkMe nogpobHOCTU O
Bac camunx 1 yneHax Bawen cembu, korga
Bbl obpawaetecb 3a CTpaxoBaHMEM
300poBbsA, OcobeHHO Korga cymma
CTpaxoBaHUs Bbille ONpeaeneHHoro
npegena. Xapaktep UMHMopmauun,
KOTOPYH CTpaxoBble KOMMaHun 1 pabotogaTtenu MMEKT NpaBo y
Bac 3anpocuTtb, B pasHbIX CTpaHax CyLLeCTBEHHO OT/M4aeTcs.
Bam cnegyeT BbISACHUTb, BKMNIOYAOTCA NM B 3Ty MHOpMaUuio
pesynbTaTtbl FEHETUYECKMX UCcnefoBaHuUn, KoTopble Bl
NpoOXoamnu B MNPOLUSIOM WM MOXETEe MNpoBecTn B Oyayuiem.
O6patutecb C 3TUMM BOMpPOCaMu K Bpavy-reHeTuKy u
NMPOKOHCYNbTUPYNTECHL Yy chneumanuctoB B obnactu
rpakgaHcKoro npaea.

®duHaHCchI

KM3Hb C HacneacTBeHHbIM 3aboneBaHMEM MOXET ObiTb
CNOXHOW C PMHAHCOBOW TOYKWU 3peHus. Jlroau, y KOTOpbIX ecTb
3abonesaHne, MorytT He pabotatb B TedyeHue [Onrux
NPOMEXYTKOB BPEMEHU, Unn OyayT BbIHYXXOEHblI MOMHOCTLIO
ocTaBuTb paboTy. [ns nmapTHEPOB WMNU APYrnX YNEHOB CEeMbM
MOXET OKa3aTbCsl CINOXHbIM COBMeELLeHME paboTbl ¢ 3aboTon O
YyneHax ceMbuM UNM naptHepe. HekoTopbiM noaaM
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ocBeOJOMJIEHHOCTb O pUCKe pas3BUTUA HacrneacTtBeHHOro
3aboneBaHus no3sonsdeT nnaHnpoBsaTb CBOU (bVIHaHCOBbIe aena
n apyrme npaktn4eckme acreKkTbl >KU3HU.

Q) utetslsd Misd tctso Odad W

Ecnu Bbl pelumnmncb NpoBoanTb TECTMPOBaHME, BblbepuTe Takoe
BpeMS, Korda BHELWHWEe OocroxHswwue daktopbl 6yayT
MUHUManNbHbIMWU. Hanpumep, ecnn Bbl nepexuBaeTe pasBof,
paccTaBaHue, CTPeccoBbl nepuod Ha paboTe wunu gpyrue
nogobHble cuTyauum, TO fydwe MepeHecTn CPOKu
TecTnpoBaHus. TO Xe MOXHO cka3aTb U O MpasfgHuKax, Kak,
Hanpumep, ceagbba unu poxaeHue pebeHka. bbino 6bl xopoLo
cnnaHvpoBaTb AeHb MOMy4YeHuUs pes3ynbTaToB, Ha Crny4van, ecnu
Bbl noyyscTBYyeTe cebsi OXBa4YEHHbIMM 3MOUMAMU, KakoB Obl HK
ObIn ucxoA.

MoxeT okasaTbCsi MNOME3HbIM MPUHATUE pPELLUEHUS, aaxe
MMeKLEero TOMbKO OTHOCUTENbHYK  onpefeneHHOCTb,
HanpuMmep, S TOYHO HE CTaHy MpPOXOo4MTb TECTUMPOBaHME [0
Bo3pacTta, nNo meHbwen mepe, 30 net. B Takom cnyyae, Bebl
MOXeTe OTNOXWUTb 3Ty TEMY M BEPHYTbCA K HEeW nosgHee B
OynyLuem.

Kak Tonbko Bbl nonyynTte pesynbTaTbl TECTUPOBAHUS, CUTYaLMIO
Henb3a OyaeT noBepHyTb BCnATb. BoT nmodemy BaxHO ObITb
abConoTHO YBEPEHHbIM B TOM pelleHuMu, KoTopoe Bbl
npyHMMaeTe, U BOT NoyemMy BakHO obcyamTb Bale pelweHue ¢
ONbITHbIM  BpadoM-reHeTMKoM. [loMHUTE, 4YTO npuxog Ha
KOHCYInbTauuio K Bpayy-reHeTuKy He O3HavaeT, YTO Bbl 4OMKHbI
CornacuTbCsl Ha TeCTUPOBaHME.

OononHuTenbHass uWHcpopMauuMsas MoOXeT Takke ObITb
nonyvyeHa 3gechb:

Hay4Hbin ueHTp HeBponorun PAMH
Web: http://www.neurology.ru/
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