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YTo Takoe npecumMmntomaTuyeckasi reHeTu4yeckas
AnarHocTumka?

OTa wuHpopmauua KacaeTca NPECUMNTOMATUYECKOMN
reHeTUYECKON [OuarHoCTUKM 3aboneBaHuil, He CBSA3aHHbLIX C
BbICOKUM PUCKOM pas3BuTUS paka. Mbl Hanucanu 3ToT OykneT
ANS Toro, YTobbl NoMoYb Bam oTBETUTL Ha Takne BOMPOChI, Kak:
UTo Takoe npecumnToMaTnyeckas reHeTudeckasl AmarHocTuka?
Moyemy HekoTOpbIe NN PELIaoTCA ee NPOBECTU?

O yem MHe criegyeT nogymaTb, ecrni MHE npeanaratoT NponTu
nopgo6Hoe uccnenosaHne?

Pa3pen 1. O Hawunx reHax

UtobBbl NOHATBL, 4YTO npepncTtaBnaet cobon
npecnMmnToMaTu4eckas AuarHoctuka, OyaeT nonesHo BHavane
NOHATb, YTO TAKOE reHbl U XPOMOCOMBbI.

FeHbI n XPOMOCOMBI

Hawe Teno cocTtouT K3 MUNMWOHOB KMEeTOK. BomnbWWHCTBO
KNeTok cogepxaT MNOMHbI Habop reHoB. Y 4yenoBeka ThiCAYU
reHoB. [eHbl MOXHO CpaBHUTb C WHCTPYKUUAMM, KOTOpble
NCNonb3yTCA ANA KOHTPONS pocTa U cornacoBaHHOM paboThbl
BCEro opraHuama. [eHbl OTBe4YalT 3a MHOXECTBO MPU3HaKOB
Hallero opraHuamMa, Harnpumep, 3a UBeT rnas, rpynny Kposu unu
poCT.

[[eHbl pacnonoXeHbl Ha HUTEBUAHbLIX CTPYKTYypaX, Ha3blBaeMbIX
XpOMOCOMaMM. Kak npaBuno, B OONbLUMHCTBE KNETOK
opraHusma coaepxutca no 46 XpomocoM. XpOMOCOMbI
nepefarTcs Ham OT poautenen — 23 OoT Mambl, 1 23 OT nankl,
NO3TOMY Mbl 4acTO MOXOXW Ha CBOUX poauTenen. Takum
obpasom, y Hac ABa Habopa no 23 XpOMOCOMbI, unu 23 napbl
XpoMOCOM. Tak Kak Ha XpOMOCOMax PacnofioXeHbl reHbl, Mbl
Hacrnegyem no ABE KOMWM KaXaoro reHa, no OA4HOW Konuu oT
KaXkgoro M3 pogutenen. XpomMocombl (cnefoBaTternbHO, U reHbl)
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ocBeJOMJIEHHOCTbL O pPUCKE pas3BUTUA  HacneacCTtBeHHOro
3aboneBaHus NO3BONSET nnaHnpoBaTb CBOU C*)VIHaHCOBbIe gena
n apyrume npaktnveckme acnekrbl XU3HW.

g) Cpoku mecmupoeaHusi

Ecnu Bbl pelumnucb npoBoAMTL TECTUPOBaAHME, BbibepuTe Takoe
BPEMS, KOrgda BHELUHWEe OocnoxHawwme daktopbl 6yayT
MUHUManbHbIMK. Hanpumep, ecnu Bbl nepexuBaeTte pasBog,
paccTtaBaHue, CTPeccoBbli nepuond Ha pabote wnu gpyrue
nogobHble cuTyauumu, TO Ny4lle NepeHecTn CPOKM
TeCcTUpoBaHusA. TO Xe MOXHO ckasaTb W O npasgHuKax, Kak,
Hanpumep, ceagbba unn poxaeHne pebeHka. bbino 661 xopoLuo
cnnaHvMpoBaTb AeHb MONyYeHUs pe3ynbTaToB, Ha Criyyamn, ecnu
Bbl novyBcTBYeTE cebsi OXBaYEHHbIMU 3MOLUSIMU, KakoB Obl HU
ObIn ucxoa.

MoxeT okasaTbCsl MNONE3HbIM MNPUHATUE pPELUEHUS, Oaxe
UMEWEro TONMbKO OTHOCUMTESIbHYK  ONpPeAEeNeHHOCTb,
Hanpumep, A TOYHO He CTaHy NpOXoAuTb TEeCTUpoBaHME [0
Bo3pacTta, no MeHbwen mepe, 30 net. B Ttakom cnydae, Bbl
MOXeTe OTNOXWTb 3Ty TEMY W BEpPHYTbCA K HEel nosgHee B
Oyayuiem.

Kak Tonbko Bbl nonyynte pesynbTatbl TECTUPOBAHUSA, CUTYaLMIO
Henb3s OyaeT noBepHyTb BCnATb. BoT noyemy BaxHO ObiTb
abCconTHO yBEPEHHbIM B TOM pelleHuu, Kotopoe Bebl
npuHUMaeTe, U BOT NoYemMy BaxkHO obcyauTb Bawe pelleHune ¢
OMbITHbIM  Bpa4yoOM-TeHEeTUKOM. [lomMHWTE, 4YTO npuxoh Ha
KOHCYNnbTaUUIo K Bpayy-reHeTUKy He O3HayaeT, YTo Bbl AOMKHbI
COrnacuTbCHA Ha TECTUPOBaHME.

HononHutenbHasn MHd)OpMaLIVIFI MOXeT Takxe ObITb
nony4yeHa 3gecChb:

Hay4Hbin ueHTp HeBponorun PAMH
Web: http://www.neurology.ru/
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f) KoHgpudeHyuanbHoCcMb, cmpaxoeaHue U (hUuHaHCbI

KoHdumaeHumanbHOCTb

HocTyn k Bawmm reHeTnyecknum pesyrnbTaTam KOHUAEHUMANEH.
Baw Bpay He nmeeT npasa coobiatb KOMy-nMbo o0 ToM, 4YTO Bbl
NPOXOANTE FeHeTUYeCcKkoe TEeCTUPOBaHWE uUnu coobLiaTb KOMYy-
nnbéo pesynbtathl Bawwmx reHeTuyeckux TectoB 6e3 Bawero
paspeLueHmns.

CtpaxoBaHue

CTtpaxoBble KOMNaHMK YacTo npocaT Bac &=
coobuwate MeguuuHckue nodpobHOCTU O
Bac camux n uneHax Bawel cembu, korga
Bbol  obOpalwlaetecb 3a cTpaxoBaHuWEM
3popoBbsi, O0COBeHHO Korga cymma
CTpaxoBaHWS Bbllle ONpefeieHHOro
npegena. Xapaktep UWHpopmauun,
KOTOpYIO CTpaxoBble KOMNaHuM 1 pabotogateny UMEKT NpaBo y
Bac 3anpocuTb, B pasHbiX CTpaHax CYLIECTBEHHO OTNM4YaeTCs.
Bam cnegyeTt BbISICHUTb, BKMOYAlOTCA NU B 3Ty MHGOPMaLMIO
pe3ynbTaTbl rEHETUYECKUX MccnefoBaHun, koTopble  Bebl
nNpoxogunu B MNPOLUMOM WM MOXeTe npoBecTn B OyayLiem.
O6GpaTtutecb € 3TMMM BOMpOCaMW K Bpady-reHeTuKy W
NPOKOHCYNbTUPYATECH Yy chneumanucTtoB B obnactu
rpakgaHCcKoro npasa.

DuUHaHCbI

XnsHb Cc HacneacTBeHHbIM 3aboneBaHMeM  MoxeT  ObITb
CNOXHOW C (PMHAHCOBOW TOYKM 3peHus. Jlioan, y KOTopbIX eCTb
3abonesaHue, MoryT He pabotatb B TedyeHue OONrnx
NPOMEXYTKOB BpPEMEHU, unu OyayT BbIHYXXAEHbl MNOMHOCTbIO
ocTaBuTb paboTy. [na napTHEPOB WNW APYrnX YreHOB CeMbMU
MOXET OKas3aTbCs CINOXHbIM COBMELLEHME paboThl ¢ 3aboTon O
yrieHax ceMbum WM napTHepe. HekoTopbiM  nOAAM
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COCTOSIT U3 XMMUYECKOro coeanHenusi, HasbiBaemoro JHK.

PucyHok 1: eHbl, Xxpomocombl u [IHK

MHorpga M bl
o -Knetka A9BNAaemMcH4
HocUuTenaMM
" XpOMOCOMbI - 23 napsi yHaCJ'Ie,EI,OBaHHOFO
o mnnwu BHOBb

BO3HUKWeETO
7XpOMOCOMbI crnararoTcH M3IMeHEeHWH4d
Vi3 reHos (MyTauumu) B OOHOWA
@/,\ unun obenx Konuax

é reHa, 4to MellaeT
reHy  npaBuUNbHO
paboTaTsb. 9710
N3MEHEHNEe MOXeT
cTaTb  NPUYNHOWN
pas3BUTMWMNSA
HacneacTBeHHOro 3aboneBaHusi, Tak Kak reH He nepegaet
OopraHuamy npasunbHY0 WHGopmaumio. CyllecTBYIOT ThICAYN
HacneAcTBeHHbIX 3aboneBaHwuin, OTAENbHbIMK  MPUMEpPaMU
KOTOpPbIX MOTYT CAYXWTb MyKOBMCUNAO03, MblLLeYyHaa auctpodus
unn 6onesHb eHTUHITOHa. HekoTopble M3 aTMX 3aboneBaHwuii
HayMHaloTCsA cpasdy nocne poxaeHusa. [pyrue passuBatoTCs
no3xe B TeyeHue Xu3Hu. B aTon Gpowope Mbl, B OCHOBHOM,
byoem obcyxpaTb 3abonesaHus, passBuBawowmecsa B 6Honee
cTapLuem Bo3pacTe.

leHbl cocToaT ns OHK—"

© Clinical Skills Ltd

Paspen 2. O TectupoBaHum

Uto Takoe npecuMnTomaTMuyeckas reHeTuyeckas
AnarHocTtuka?

MpecumnTomMaTnyeckass reHeTMyeckass AWarHOCTUKA MOXeET
npenocTaBnTb MHPOPMALMIO O TOM, HACKOSbKO BEPOATHO, YTO Y
yenoBeka B AalbHENLWIEN >XWU3HW pas3oBbeTCA onpeneneHHoe
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3aboneBaHue.

TectnpoBaHne o6bIMHO MpoBOANTCA Ha obpasue kposu. B
nabopatopun obpasel, 0b6bIMHO aHaNU3UPYT OIS TOro, YToobl
onpeaennTb, eCTb N1 Kakne-nubo n3amMeHeHus B onpegeneHHoM
reHe uUnu reHax, cBA3aHHbIX ¢ 3aboneBaHueM. B Oyknete «4to
npoucxoaut B TreHeTUYeckom nabopaTtopumu?»  Mbl
npegoctasnsem 6onbLue nHpopmauum o0 TOM, Kak aHanuanpyT
reHbl.

Onsa yero MHe MOXeT NOHAA00OUTLCA NpecuMnNTOMaTUYecKas
AnarHocTtuka?

Ecnn B Bawen cembe uMeeTcs W3BECTHOE HacneacTBEHHOe
3aboneBaHne, ” W3IBECTEH TrEeH, OTBETCTBEHHbIN 3a 3TO
3abonesaHue, Torga Bbl MoxeTe oOpatutbcsa  3a
NpPecuMnTOMaTUYECKON rEHETUYECKON [OMArHOCTUKOW, 4TOObI
BbIACHUTb, YyHacnegoBanu nu Bbl 3T0T reH. Bbl moxeTte
noxxenatb NPONTN TECTUPOBAHNE, ECIN:

e 3aboneBaHMe MOXHO nNpegoTBpaTUTb, WM €ro
CMMMTOMbI YCNELUHO fieyaTcsi, unu

e 3aboneBaHue Henb3ss HW NpPegoTBPaTUTb, HU
BbINIEYNTb, OQHAKO:

e Bam HyxHa uHGOpMauusi, KOTopasi MOXET MOMOYb
Bam B npuHATAM pelleHnn O OETOPOXOEHMM U AN
OCBELOMJIEHHOCTUN O puckax ans Bawwux geten.

e Bbl cuntaete, u4yto Oonee nonHoe 3HaHME O
BEPOATHOCTM Toro, 4to Yy Bac pasoBbeTcs
3aboneBaHne, nomMmoxeT Bam npuHATbL BaXHble
KU3HEHHbIE peLUueHus, BKNovasi peweHns o Bawem
neYeHun.

e Bbl gBndeTtecb 4enoBeKOM, KOTOpbI npegnodnTaeT
bonbwe 3HaTb O cobcTBeHHOM Oyaywem, u
NpeanoYnTaET B XXN3HN ONpenenéHHoCTb.

Kakne 3aboneBaHuss MoOryt ObliTb BbISIBJIE€HbI
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e) Apyaue yneHbl ceMbu

Bo mHoOrmx cnyyasx npouecc reHeTU4ecKoro TeCcTMPOBaHUA
cOnMXaeT uYneHoB ceMbW, U CeMbs MOXeT ObiTb BaKHbIM
NCTOYHMKOM nopaepxkn. OpHako, B HEKOTOPbIX Crny4vasx,
npouecc reHeTU4eCcKoro TECTUPOBAHNS BbI3bIBAET HaMpsiKeHune
N OCNOXHeHua B cembe. Mbl cuynTaem BaXHbIM npoayMaThb,
Kakoe Bo3gencTsume npouedypa TecTMpOBaHUA U ero
pesynbTaThl MOTYT OKa3aTb Ha Balwm oTHoLeHMsa ¢ napTHEpPOM U
ApyrMMy uneHammn cembun. [omHuTe, 4TO 3aboneslume 4rneHbl
cCeMb/ BHavane [AOIMKHbl COrnacuTbCA MNPONTU FeHeTu4eckoe
TecTupoBaHue AN  UAeHTUdUKALUMM  U3MEHEHHOro  reHa.
NMosTomy npuBnevYeHne 4NEeHoB CeMbM MOXET oOKasaTbCA
CMOXHbIM. IHOr4a yYneHbl CeEMbMW TEPSAIOT KOHTaKT APYr C APYrOM.
MoxeT okasaTbCA CNOXHbIM Takke obcyxaate 6onesHb,
KoTopas Oblna B MPOLUIOM, TaKk 3TO MOXeT OblTb CBSi3aHO C
HENPUATHBIMWU BOCMOMUHaHUAMU. Bpauy-reHeTuk MoxeT pfaTb
Bam coBerT, kak BecTu cebs B 9TUX CUTyauusx.

HekoTopble nogn MOryT pelmnTbCs Ha AUAarHOCTUKY pagu CBOUX
pPOOCTBEHHUKOB. [pyrve, HanpoTMB, MOryT HE 3ax0TeTb NPONTU
reHeTnyeckoe obcrnenoBaHue, MOTOMY YTO OHM MPeAnoYMTaloT
He MMeTb WHopmauunm o cBoOeEM pucke. BaxkHO NMOMHUTL, YTO
pasHble YfieHbl O4HON CEMbU MOTYT UMETb pa3HOEe OTHOLLUEHUE K
TECTUPOBAHUIO, WU K WX OTHOLUEHWIO CcrnegyeT OTHeCTUCb C
yBaxeHneMm. [eHeTnyeckoe TecTMpOBaHWE WHOrAa MOXET
pacKkpbiTb CEeMelHble TalHbl, BKNOYAs YCbIHOBNEHUE WNn
NOXHOE OTUOBCTBO (TO ecTb Buonornyecknni otel pebeHka He
TOT, KOrO CYMTAIOT TAKOBbIM YNEeHbl CEMbM). DTO CBSA3AHO C TEM,
4YyTo B npouecce (rEeHEeTUYEeCKOro) wuccrnenoBaHUs M3yyarTcs
POOCTBEHHbIE CBSA3M, U MOXET CcTaTb OYEBMAHbLIM, YTO Bbl He
nmeete obLUMX rEeHOB C APYrMMM YneHamn cembu. Bbl OOMKHbI
ObITb OCBEAOMIIEHbI O TAKOW BO3MOXHOCTU, NpeXae YeM peLumnTe
Ha4yaTb TECTUPOBAHME.
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I'IpeCI/IMI'ITOMaTVILIeCKOVI OWNarHoCTnkKn ¢ geTbMn MU NOAPOCTKaMun
MOXET OblTb OYEHb CIMOXHbIM. Y HUX MOXET ObITb OrpomMHoe
KOnmM4yectBo BOMpPOCOB, U O4YE€Hb BaXHO OTBETUTb Ha BCE
BOMPOCblI HACTOJIbKO MNpaBAMBO, HACKOJIbKO 3TO BO3MOXHO,
npunHnmaa BO BHAMaHNE NX BO3PAaCT U CTEMNEHb 3PESTOCTU.

EcTb nuM Kakasi-To BO3MOXHOCTb M36exaTb pa3BUTUA
3aboneBaHus y pebGeHka?

[na HekoTopbIX HacneAcTBEHHbIX 3aboneBaHuin cywecTsyeT
BO3MOXHOCTb MNPOBECTW TecTUpoBaHWe BO BpeMs
BepemeHHOCTN, Anda Toro, 4Tobbl onpeaennuTb, yHacnenosan nm
pebeHOK M3MEHEHHbIW FeH (npeHaTanbHasa guarHocTtuka). [Ons
nonyyeHns  OOMOMHUTENbHOM  UHGopmauum Bbl  moxeTe
obpatutbca K Gpowwtopam AMHuoueHTe3s 1 buoncusa BopcuH
xopuoHa . Ecnu Bbl cuutaeTe, 4To 3TO MOXET ObiTb aKkTyarnibHO
ana  Bac, norosopute C Bpadom, [OCTynHa nu Takas
AnarHoctnka pnst 3aboneBaHus, KoTopoe Bac ©Gecnokout.
BaxHo, 4yTobbl Bbl 0bOcyamnu STOT BOMPOC A0 HACTynfeHus
GepeMeHHOCTN, ecnn 39TO BO3MOXHO, TakK Kak nabopartopuu
MOXeT noTpeboBaTbCA HECKONbKO MecAueB ANA MOArOTOBKU K
TECTUPOBAHUIO.

MoxeT cywecTBoBaTb BO3MOXHOCTb MNPOBECTM Mpouenypy,
Ha3bliBaeMyo [lpegnmnnaHTaynmoHHas TreHeTunyeckas
anarHoctuka (M), B kayectBe anbTepHaTMBbI TECTUPOBAHUIO
nnoga BO Bpema 6OepemeHHocTu. [ns onnogoTBOpeHus
NCNONb3yTCA cneynanbHble MeAULUMHCKME TEeXHOMOormu, wu
ONNOAOTBOPEHHbIE AWLIEKNETKUN (3UroThl) TECTUPYIOT HA NpeameT
HOCUTENbCTBA U3MEHEHHOrO reHa. TONnbKO Te 3MroTbl, KOTOpble
He cogepXaT W3MEHEHHOro reHa, WMMNNaHTUPYKTCA B MaTKy
XEHLUMHbI. OTO ANUTENbHbIA NPOLECC, KOTOPbIA NOOXOAUT He
ana Bcex. [Ana nonyyeHuss 6bonee nogpoOHoW mHdopmaumm o
MrAa, v o Tom, BoO3MoOXxHa N oHa B Bawiem cny4dae, Bam cnegyet
NMOroBOPUTL C BPAYOM.

npecMMNTOMaTU4eCKOU ANArHOCTUKOMU?

CyLlecTByeT MHOro 3aboneBaHuii, AN KOTOPbIX HEAABHO cTana
AOCTYMHOW NpecuMnToMaThyeckass reHeTudeckass guarHocTuka.
HekoTopble npuMepbl Taknx 3abonesaHuii:

1) HekoTopble Buabl paka (onsa 6onee nogpobHon nHdopmaumm
obpatunrtecs, noxanyuncra, K Opowtpe
NMpecumMmnmomMamu4yeckKkoe mecmupoeaHue
HacniedcmeeHHbIX OHKOJI02u4ecKux 3aboneesaHutl ).

2) 3aboneBaHunsa, nNpu KOTOPbIX MOpa)kaeTca HepBHas cuctema
(HeBponoruyeckue 3abonesaHus), BKNOYas:

- 6bonesHb eHTMHITOHA

- HacneacTBeHHas aTakcua U cnacTuyeckas
napanneruns

3) 3aboneBaHus, Npun KOTOPbIX NOpaXaeTCca MblleYHasa cuctema
(HepBHO-MbILLEYHbIE 3ab0neBaHuns), BKOYas:

- MMOTOHUYeCKas AncTpodus

- NneyYye-nonaToyHo-NMLUeBas MbllleYHast AUCTPOUS.

4) 3abonesaHnsa, nNpu KOTOpbIX MopaxaeTca cepgue
(kapaunonornyeckne 3aboneBaHunst), BKNOYas:

- runepTpodunyeckas kapanomuonatna (FKMIT)

- CUHAPOM yanMHEHHOro uHTepsana QT

Y10 Mbl NOHMMaeM noa «KPUCKOM»?

B GonblmnHCTBE cnyyaeB (3a MCKMOYEHMEM paka) Hanuvue
N3MEHEHHOro reHa oOblMHO O3HayaeT, YTo Yy Bac pasoBbeTcs
3aboneBaHue. OpgHako, Kak npasurno, ObiBaeT HEBO3MOXXHO
npeackasatb, B KakoM Bo3pacte Yy Bac pasoBbeTcsa
3aboneBaHne, HACKONbKO CUMbHO OHO ByAeT BbIpaXKeHOo, N Kak
ObICTpO ByayT pasBMBaTLCSA CUMMTOMBI.

Ecnun Bbl yyBcTBYETE, 4TO Y Bac MoXeT ObITb NOBLILUEHHbIV PUCK
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kakoro-nu6o 3aboneBaHuA, W XOTUTE MNPONATHK
NPecuMnTOMaTUYECKYI0 FTeHETUYECKYIO ONArHOCTUKY Ha OAHO K3
aTuX 3aboneBaHuit, Bbl OOMKHbI NMPUATM Ha NpPUMEM K Bpayy-
reHeTuKy.

Mpoueaypa reHeTMYECKOro TeCTUPOBaHUS

Ho Toro, kak Bbl HayHeTe npouenypy npecumnToMaTUYECKOW
reHeTU4YecKon ANarHoCTUKN, HeobxoauMo nNoaTBepAnNTb, YTO Bbl
AEeNCTBUTENbHO HaxoauTech B rpynne pucka. BHavyane cnegyet
NpoBecTU TWaTenbHbIA CEMENHbIA aHanu3, 4Tobbl ybeauTbes,
yTo y Bac ecTb nNOBbIWEHHbIA PUCK HacNegCTBEHHOrO
3aboneBaHus. B GonblUMHCTBE CryyaeB, €Cnu reHeTuyeckoe
TECTUPOBaHME BO3MOXHO, OHO B nNepByl oyepenb 6Oyaer
npennoxeHo Tem n3 Bawwmnx 6rmM3knx poaACTBEHHUKOB, Y KOTOPbIX
UMeeTcs HacneacTtBeHHoe 3aboneBaHuwe, 4YTOObI YCTAHOBMUTb
N3MEHEHHbIN reH, nepegarwminca B cemoe. Ecnu B nx obpasuax
KpoBn OyaeT BbIABNEHO chneunduyeckoe reHeTnveckoe
N3MEHeHNe, Torga CTaHeT BO3MOXHbIM B3ATb obOpasel KpoBu Y
Bac gnsa toro, 4toObl BbIACHUTL, YHacnegosanu nn Bbl 310 Xe
camoe reHeTuveckoe nsameHeHme. Ecnu pesynbtaTbl 3TOro TeCTa
nokaxyT, 4To Bbl yHacnegoBanu 370 reHeTM4YeCcKoe U3MEHEHUE,
Torga y Bac Takke ecTb puck pasButua aToro 3abonesaHus B
TeyeHne xu3Hn. Ecnm  Bbl  He yHacnegoBanu — 3TOro
reHeTU4Yeckoro uameHeHus, To Bbel He BxoguTe B rpynny pucka.
[Ans HekoTopbix 3aboneBaHui, Kak
Hanpumep, xoped [EHTUHITOHAa,
npenBapuTenibHOEe TecTUpoBaHMUE
OOnbHbIX POACTBEHHMKOB He £BNSETCA
HeobXxo4MMbIM, Tak KaK yyeHble 3apaHee
3HalOT, B KAKOM U3 FeHOB crefyeT uckatb
N3MEHEHNS.

MpoBeneHne TEeHETUYECKOTO
nccnenoBaHns ABnseTcs Bawwmm nuyHbIM
BblOOpOM, Bbl HMKOrda He [OKHbI
npoxoauTb ero noAa AaBlieHUEM
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HeKOTOpre nan, nonyyvyusLine «Xopoiune HOBOCTWU»,
YYyBCTBYHOT MNMOBbILUEHHYIO OTBETCTBEHHOCTb 3a 4YJ1IEHOB CEMbMU, Y
KOTOPbIX €CTb 3abonesaHue.

ApanTauua Kk pesynbTatam TecTUpOBaHuWA TpebyeT BpeMeHwu,
[aXKe ecfin 3T0 «XOPOLLME HOBOCTY.

d) Puck onsi Bawux demeli

Yrto OyAyT O3HauYaTb pe3ynbTaTbl TECTUPOBaHUA Ansa Bawux
neTten (v 6yoywmx aeten)

PesynbTaTthl Bawero reHeTuyeckoro uccnefoBaHuUs He TONbKO
pacckaxyT Bam o Bawem pucke passutnsa sabonesaHus, OHU
Takke pacckaxyT Bam 6onbLue o pucke gna Bawux geten.

Ecnn pesynbTaTbl TeCTUpoBaHUA MoOKasbiBalT, 4TO Bbl He
yHacrnegoBanu W3MEHEHHbIn reH, WAeHTUPUUUPOBAHHOIO B
Bawen cembe, 3HauuT, y Bac HeT NoBbILLEHHOrO pUCka pa3BUTUSA
3aboneBaHna, wn Bawn pgetTm Takke He yHacneaywoT
NoBbILLEHHBLIA pUCK OT Bac. 310 cBA3aHO C¢ Tem, 4TOo Bbl He
MOXeTe nepefaTtb U3MEHEHHbIN reH, KoToporo y Bac HerT.

Ecnn pesynbTaThl Bawero nccnepoBaHuMa NokasbliBaloT, YTO Y
Bac ecTb W3MeHEeHHbI reH, Bawwn petn Takke wMoryT
yHacnegoBaTb 3TOT reH oT Bac u Takke MMeTb MOBbILLEHHbLIN
puck. O6blMHO pebeHKy HeT HeobXxoAUMOCTM BbIMOMNHATL
npecnMmnToMaTU4eCcKyo ANarHoCcTMKy Ao Bo3pacTta 18 net. Ecnu
HeT MeAVUMHCKMX MOoKasaHuMn AN TecTupoBaHua pebeHka,
cyuTaeTca OonTMManbHOW CcTpaTerMeri noaoXaaTtb, YTOObI
pebeHok cTan [OCTaTOMHO B3POCIMbIM, YTOObl CAMOCTOATENbLHO
NPUHATb Takoe pelueHne. VICKNYeHnem SBRSTCS cuTyauuw,
Korga CywlecTBYHOT cneumdudeckne MeauuuHcKue rnokasaHusa K
TOMY, 4YTOObl BbIMNOMHWUTL NPECMMMNTOMATUYECKYD OUArHOCTUKY
pebeHKy.

O6CY>KJJ,€HI/I6 HacnencTBeHHOro 3aboneBaHua u pe3ynbTaTtoB
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BOMpoOCOM «Korga MMeHHO 3TO CO MHOM CJ'IyLIVITCFl?)). OTO MOXeT
OoKas3aTbCA O4YEHb My4YUTEIIbHbIM.

HekoTopble nioau, y3HaBLUKE O CBOEM BbICOKOM pUCKe pasBUTHSA
3aboneBaHusi, CcpaBHMBAOT CBOM MoOcCreayllme 3mMoumMnm ¢
«amepuKkaHckuMmun ropkamm». OHU rOBOPSAT, YTO €CTb XOPOLLNE U
nnoxve JAHW. B KoHeyHoM cueTe, OONbLUMHCTBO nOAeN
NMPUMUPSIOTCA C pe3ynbTaTami TECTUPOBAHUS U UCTONb3YIOT 3Ty
NHGOPMaLMIO AN NNaHMPOBAHNA CBOEN XU3HW.

Kak s MOry oTpearvpoBaTtb, eCyin pe3ynbTaT NOKaXeT, 4YTO A
He ABMAKCb HOCUTENIEM U3MEHEHHOro reHa?

B OonblMHCTBE cny4YaeB, YCTaHOBNEHWE TOro akrta, 4To
YenoBeEK He SBNSETCA HOCUTENEM M3MEHEHHOIO reHa, NPUHOCUT
pajocTb W 4YyBCTBO obneryeHusi. OpHako Hepeako noau
FOBOPAT, YTO MCNbITbIBAOT OMYCTOLLUEHME NOCIE TECTUPOBAHWUS.
310 MOXET ObITb MOTOMY, YTO OHW XXMIN C OLLYLLEHNEM pUcKa
Tak JOMro, 4to TpebyloTcsi cepbesHble U3MEHEHWUA Ans TOoro,
YTOObl MPUBbLIKHYTL ObITb «HOPMarbHbIM». HekoTopble nwoau
UCMbITEIBAOT pas3oyapoBaHME, Tak Kak oOXuganu ropasgo
BonbLUe NOMOXUTENbHbIX U3MEHEHUIN B CBOEW XKMU3HWU B CBSI3W C
«XOPOLUMMMW HOBOCTSIMMW Y.

HekoTopble nioan, KoTopble Obinv  ybexaeHbl B CBOEM
HOCUTENbCTBE, MOTYT KapAWHAINbHO MOMEHSITb CBOW XXWU3HEHHbIE
B3rnagbl. HekoTopbIM Nioasm GbIBAET CNOXHO NPUHSATH MbICIb O
TOM, YTO Y HUX «eCTb OyayLiee».

HekoTopbiM NMogsM CroXHO 06Cy»XOaTb «XOPOLUME HOBOCTU» C
POACTBEHHMKaMKU. YacTo nwoau, MONyyYMBLLME  «XOPOLLUEY
pes3ynbTaTbl TECTUPOBAHMSA COOOLLAKT, YTO YYBCTBYHOT «BUHY
BbKMBLUEro». OHU Pa3MbILLNSAIOT, MOYEMY OHU «YCKOMb3HYNU»
oT OonesHu, Torga Kak OpPYruM 4YneHaMm WX CEeMbU 3TO He
yaanocb. MiHorga cnoxHo npuHATb TOT dakT, YTo Bam noseano,
TOrga Kak gpyrum — Her.
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MeAUUMHCKNX pabOTHUKOB, YNMEHOB CeMbW unu apysen. 370
TaKke ANUTENbHBIA MPOLECC, KOTOPbIi MOXET BKM4YaTb
HECKONbKO MOCELUEeHNA Bpava-reHeTuka u Mecsubl OXugaHus
pesynbtatoB 13 nabopaTtopun. Bbl MOxXeTe nonyyuTb
MHopmauuio, KoTopasa okaxeTca Ana Bac HoBoW n HenpocToW
ANA NOHUMaHUA, U LEenocTHOe BOCMpuATUE 3TOM MHopMaumn
MOXeT OKasaTbCA [O0BONbHO TpyAaHbIM. Ha Haw B3rnag, Bam
MoXeT ObiTb KomdopTHee, ecnu Bbl Bo3bmeTe C cobon Ha
KOHCYmnbTauuio C BpayoM-TEHETUKOM KOro-To, KTO cMoxeT Bac
noggepxatb, Hanpumep, Apyra wunu napTtHepa. Bel moxeTte
nonpocuTb ero Aenartb 3anucu BO BpeEMS KOHCymnbTauuun. BaxHo,
yTobbl y Bac 6Obina BO3MOXHOCTb 06CYAUTb reHeTnyeckoe
TECTUPOBaHUE C OMbITHbIM BpayoM-reHeTUKoM. OH MOoXeT
cHabante Bac Bcel Heobxogumon uHOpMauMen, KoTopas
NMOMOXET NPUHATL peLleHue, onTumanbHoe ansa Bac. OH Takke
MOXeT nomMoyb Bam o6cyante 3mouMOHanbHble acneKThbl
TECTUPOBaHUA, KOTOpPbIE MOryT BO3HUKHYTb, a TakKe OTBETUTb
Ha BCe BOMPOChI U COMHEHWS, KOTOPbIE MOTyT Yy Bac BO3HMKHYTb.

MNMomHMTE, 4TO nocne Toro, kak Bbl nmonyuute pesynbTaTthl
TecTUpoBaHusi, cutyauuss Gyaet Heobpatuma. MoaTomy BaXKHO
nocrapatbCi MpodymMaTb HEKOTOpble OCHOBHbIE  acmneKThbl
TEeCTUpoOBaHUS [0 Toro, kak Bbl npumMeTe oOKoHuyaTenbHoe
peLleHue.

Pazpen 3. lNMpuHaTue pelieHus
a) JleyeHue u npochunakmuka

EcTb nNu BO3MOXHOCTU JFleYeHUs WUNUM npeaynpexpeHus
3aboneBaHuA?

BakHO y3HaTb, CyLLECTBYET NN JIeYEHNE UMK CNOCOObI CHUXKEHUS
pucka passutua 3aboneBaHusi, ecnu OyaeT yCTAHOBMIEHO, YTO
Bbl siBnsieTecb HocuUTENIEM W3MEHEHHOro reHa. 3HaHue Toro,
CylLlecTByeT nu [OCTyrNHOe JieyeHue, MoXeT nomovb Bam B
MPUHATUN PeLLEHMS.
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[ns HekoTopbiX 3aboneBaHWil, Hanpumep, Kak YNoMsHyTble
Kapauonoruyeckne 3aboreBaHUsi, noka HeT crneunduyeckoro
neyeHusi, 3aboneBaHME MOXHO KOHTPONMPOBATb MNPUEMOM
nekapcTB, CneuuanuavpoBaHHbIMU BOOUTENSAMU pUTMaA, UNK, B
HEKOTOpPbIX Cry4asx, XMPYPruyeckum nyTem.

Ons pgpyrmx  3aboneBaHuin, Kak, Hanpumep, 6onesHb
[eHTMHITOHA, He CyLlecTByeT NOAXOAOB K fle4YEeHMI0, CNOCOOHbIX
3amMegnuTb nporpeccupoBaHue 3aboneBaHua. OpgHako
HEeKOTOopble U3 CMMNTOMOB MOTYT ObITb YacTU4YHO ocnabneHbl
npuemom nekapctB. 3HaHue ToOro, 410 Bbl sABRsieTeCH
HOoCcUutTenem N3MEHEHHOTIO FreHa, MOXeT NMETb Ba>XHOe
3MOLMOHANbHOE 3HA4YeHME, a TaKkKe MOMOYb B MMAHWPOBAHUK
Bawuen xusHu.

b) HeonpedeneHHocmb 8 2eHemMu4Yeckux OaHHbIX

HeonpepeneHHocTb B pe3ynbTatax TeCTUPOBaAHUA MU
3aboneBaHum

PesynbTaTbhl npecMMnToMaTUYEeCKOM reHeTU4YECKON ANArHOCTUKU
HecyT B cebe xoTe 6bl HeOOoNbLUY CTENEHb HEONPEaENeHHOCTH.
HocuntenbCTBO M3MEHEHHOro reHa obbIMHO O3Ha4vaeT, YTo y Bac
NnoYTN HaBepHsika pa3oBbETCA 3aboneBaHne. OgHako OyaeT Bce
ele [OoCTaTOMHO TPYAHO npeackasaTb, KOrga WMEHHO 3TOo
NPOU30ONAET, HACKOSbKO TSXKEemnbiM OHO OyaeT, WM HacCKOMbKO
BbICcTpo OyayT NnporpeccmpoBaTb CUMNTOMBbI.

[MOMHWUTE, B HayYHbIX TEepPMMUHAX, MNOMOXUTENbHbIA pe3ynbTaTt
o3Ha4aerT, 4YTo Bbl ABJIAETECbHb HOoCcuTENEM U3MEHEHHOIO rEHa,
a oTpuuaTenbHbli pesynbTaT 3HavnT, yTo Bl HE ABJIAETECH
HocuUTENeM U3MEHEHHOro reHa. Yawe Bcero, pesynbTaT Oyger
ogHuM unn  gpyrum. OfHako uMHOrga BO3HMKAET TpeTun,
«NPOMEXYTOYHbIA»  BapuaHT. HECMOTPA Ha  HaWgeHHbIn
W3MEHEHHbIN TEeH, HEBO3MOXHO C ONpefesieHHOCTbI0 CKasaThb,
npuBeSeT NN OH K pa3BuTUIO 3aboneBaHns. ITO peakuin BapuaHT
OTBETA, HO KpaHe pa3ovapoBbIBaOLLNA.
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Bam cnepnyert 060y,EI,VITb BCE 3TN BO3MOXHbl€ UCXOAbl C BPpA4YOM-
reHeTnkom, korga Bebl 6yp,eTe npuHMMaTb peLleHne, nNpoxoanTb
n TeCTupoBaHUE.

c) Ymo denamsb c pesynbmamamu
Kak pe3ynbTaTtbl TecTa MOryT NOBJSIUATL Ha MOMU YyBCTBa?

o Toro, kak Bbl npumeTe peLueHne B OTHOLLEHWUM reHETUYECKOro
TecTupoBaHus, 6biNo0 Obl XOpPOLWO nocTapaTbCA NPeacTaBUTb
cebe, kak Bbl mornu 66l cebs YyBCTBOBATbL, MOJSTYYMB XOpoLume
UNn nNroxue HOBOCTWU, U BCMOMHWUTE, Kak Bbl pearvpoBanu Ha
nfoxme HOBOCTW B NPOLLNIOM. OTO MOXeT nomoyvb Bam pelumnTsb,
yTO B [JdaHHOM cny4ae fydwe - HEeu3BECTHOCTb WNnn
onpeAeneHHOCTb, KakoB Bbl HY Obin pe3ynbTaTt. BaXkHO NOMHUT,
4YTO Mbl BCE pearnpyem no-pasHoMy, U HET Takoro MOHATMSA, Kak
«HOpMarnbHas» peakuus.

Kak s MOry oTpearvpoBaTtb, eCryin pe3ynbTaT NOKaXeT, 4YTO A
ABNAKCb HOCUTENEeM U3MEHEHHOTO reHa?

[na HekoTopbIX NIOAEN faxe pe3ynbTaT, yKasblBaloLWi, YTO Y
HUX eCTb reHeTu4eckoe u3MeHeHune, bonee npeanoYvTUTENEH,
YyeM CTpecc U TpeBora, NopoXpgaemMble HEU3BECTHOCTbO. [ns
Takux noAgen  ycrnokoeHumem sasnaeTtca  obnagaHue
MaKCUMarbHbIM KONIMYECTBOM MHOpPMaumMK, Kakon Obl OHA HU
Bbina.

HekoTopbiM ntogsiM CTaHOBUTCA Nerye, Korga OHW y3HaloT, YTO Yy
HUX €eCTb BbICOKAA PUCK OMpeaeneHHOro HacneacTBEHHOro
3aboneBaHus, ecnm aTo 4TO-TO, YTO nogpaeTcst neveHunto. OHu
YyBCTBYIOT, YTO MHPOPMaLUS SBNSETCA MOME3HOMN, TaK KakK OHU
MOryT cAenaTtb BCe BO3MOXHOE Af1sl yBENNYEHUS] CBOUX LUAHCOB
coxpaHuTb 3gopoBbe. [ns Tex, KTO SABMASETCA HOCUTENEM
M3MEHEHHOTO  TreHa, NPUBOASALLETO K  HEeusneynmomy
3aboneBaHuto, 310 BNM3KO K TOMY, Kak ecnu Obl OHU YyXe
3abonenu atum 3abonesaHnem. OHU 3agaloTCA €AVHCTBEHHbIM



