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ONSA 300p0BbA

Kaxxablit U3 Hac HacnedyeT OT CBOMX POAMUTENEN YHUKANbHYH KOMOUHALMIO reHOB.

YHWKANbHOCTb 3TOM KOMOMHALMM U BAMSHWE Pa3NMYHbIX (PAKTOPOB BHELLHEW

Cpefbl Ha NMPOTSAXKEHUU XN3HW 06YCNOBMBAIOT OTAMYKUSA OLHOrO YenoBeka oT

APYroro BO BHELUHEM Bufe, BOCMPUUMUMBOCTY K ONPefeNieHHbIM BUAAM JIEYEeHNs,
NOABEPXKEHHOCTU K 3a00/1eBaHUAM U T 4.

H") LloCTUXXEHMs HaykK AatoT Ham BO3MOXKHOCTb
nccnegoBatb FEHOM YemnoBeka M MonyynTb
WHhopMaLmMo 0 HeM. JTro6oin nabopaTopHbIil
TECT, KOTOPbIA MPOBOAMTCS ANS NONyYEHUS

MHGOPMaLMM 0 XapaKTepPHbIX FTEHETUYECKNX

NpMU3HaKax YenoBeka, ABNSETCS FreHETUYECKUM

TECTOM.

Ba)kHO MOMHNTb, YTO TEeHbI TOJILKO YACTMYHO BIMSIIOT HA PUCK PasBUTUS
y Bac nogasnsioyero 60bLUIMHCTBA 3a001€BaHNN. BaxxHyro posib nrparot
TakXxe Takme QakTopbl, Kak Balum MeanumHeKas nctopms, 06pas Xnah,
(DaKTOPbI OKPYKAKOLENA COELbI.

AT0T [OKYMEHT AacT Bam cucTeMaTu3MpoBaHHyH WMH(OPMaLMIO O FeHeTUKe U
ee BMUSIHUMA Ha 3[0POBbE W MOCAYXMWT PYKOBOACTBOM B TOM, KaK MOAXOAMUTb K
reHeTUYECKIUM TecTam.
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snn [Jpn Kaknx o6CcTOATENHCTBAX NPELYCMOTPEHO FreHeTnYeckoe
TecTupoBaHue?

'eHeTHYeckune TeCTbl, KOTOPbIE MPOBOAST B MEAULIMHCKUX YUPEXAEHMSX, MOryT
[aTb MHOPMaUMO, BaXKHY [ANS 3[40P0OBbS YenoBeka. [ns reHeTM4eckoro
TECTUPOBAHWS ECTb Pa3Hble MeANLIMHCKIE NpuumnHbl. Ecnn Baww Bpay npeanonaraer,
4TO 3ab0NeBaHne y Bac MOXET UMETb FEHETUYECKYHD KOMMOHEHTY, OH/OHa MOXXET
HanpasuTb Bac Kk apyromy Bpady, NoNy4MBLIEMY COOTBETCTBYHOLLEE 06pa30BaHme
W Cneumanuavpyrolemycs Ha 06CNeAoBaHUN 1 NMEYeHU NauMeHTOB, Y KOTOPbIX
MOAO3PEBAOT reHeTUYeCKMe NpoBNeMbl, UM Y KOTOPbIX OHW YXXE YCTaHOBINEHbI.
JTOT BpaY TLLATeNIbHO PAaCcCMOTPMT (hOH, Ha KOTOPOM BO3HWKIIO0 Ballie pacCcTponcTBo,
cnyyan 3abonesaHus y Bac n B Bawein cembe u ero cumntombl. Ecnv y Bac
3anojo3psT onpefeneHHoe reHeTnyeckoe 3abonesaqve, Bam npeanoxar caenatb
reHeTUYECKMIA TECT, CNM OH JOCTYMeH, ANs NOATBEPXKAEHUS AMarHo3a.

Heo6xoanMocTb NpothecCcMOHaNbHOMO FreHeTUYECKOro KOHCYNbTUPOBaHMA
3-3a BO3MOXHbIX CEPbE3HbIX MOCNEACTBUA [EHETUYECKOrO
TECTUPOBAHNS NOAAM, PELUMBLLAM CAENATb FrEHETUYECKUIA TECT,
HACTOATENbHO PEKOMEHAYETCS MOSyUYUTb  TEHETUYECKYHO
KOHCYynbTauwto. OHa NPoBOAMTCS crieuuansHO 00yHeHHbIMM
npodpeccuoHanamu ns Toro, 4tobbl NpefocTaBUTb
00bEKTMBHYIO MHOpMaLKIO, KOTOpas NoMoxeT Bawm
W, ecnv noHagoburcs, yuneHam Ballen ceMby NPUHATD
peleHue. lNpu reHeTYecKoM KOHCYbTUPOBaHNH
OynyT npuHATHI BO BHMMaHue Bawa cutyaums

n notpebHocTM u OyneT paHa MHGopmauus
060 BCex AOCTYMHbIx Bam BO3MOXHOCTSX 6€3
nonbITOK MOBNMATL Ha Balue pewexune. B cnyxobe,
OCYLLECTBNAOLLEA TEHETUYECKOEe KOHCYNbTUPOBAHME,
Bam MoxeT 6bITb NpeAocTaBneHa npodeccrnoHanbHas
ncuxonorunyeckas nogaepxka go u, ecnu Bol pewnte
clienatb reHeTUYeCKMn TeCT, Nocne TeCTUPOBAHMS, YTOObI
MOMOYb MOHATb CMbICI 70 Pe3ynbTaToB. ATa NOAAEPXKKA MOXET

BK/IHO4aTh CO0OLLEHNE M 0OBbACHEHWE Pe3yNbTaToB TecTa YneHam CeMbu. Takum
006pa3oM, Npu reHeTUYECKOM KOHCYNIbTUPOBAHMM 0Ka3blBAETCS NOLAEPIKKA NALMEHTaM [0, BO BPEMS
W NOCNE reHEeTUYECKOro TeCTUPOBAaHMS.

Heckonbko 06Lwmx NPUYNH AN reHeTu4eckoro TeCTUPOBaHNA:

= Bbl nnn Baw pebeHok umeeTe cuMnToMbl 3a60N1eBaHns, U Bbl x0TUTE yCTaHOBUTb
AMArHo3 UM HauTW BUONOTNYECKYH NPUYKHY BGONE3HN.

= [ eHeTYecKoe 3aboneBaHne nepesaeTcs no HacneacTsy B Bawen cembe, 1 Bbl xotute
3HaTb, eCTb JI1 Y Bac puck pa3suTis aToro 3abonesaHnst Ha NPOTSXKEHUN XKNU3HW.

= [ eHeTnyeckoe 3abonesaqne nepenaeTcs No HacneacTsy B Bawei cembe, wiu
Bbl npuHagnexuTe K rpynne wam nonynsuud, y YneHoB KOTOPOW MOBBILLEH PUCK
pas3BUTUS OMpPEefeneHHoro reHeTuyeckoro 3abonesaHus, U Bbl xoTuTe 3HaTH,
MOXeTe N1 Bbl nepefath ero CBOUM LETAM.

« Y Bac wmw Bawero naptHepa Obin0 HECKONbKO 6epeMeHHOCTen, KOTopble
NpepBannch NpPexaeBpeMeHHo.
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mnm HeMHOro 6uonoruu....

Teno Kaxaoro YernoBeka COCTOUT 13 TPUIIIMOHOB KIETOK — OCHOBHbIX «KUPMNYNKOB»,

W3 KOTOPbIX «MOCTPOEHbI» BCE XMBbIE CyLLecTBa. KneTkn 06ecneumBatoT CTPYKTypy

Tena. OHW npeBpaLLalT nuTaTefbHble BELYeCTBa, U3BNEYEHHbIE M3 MPOLYKTOB

MUTaHUS, B SHEPTUIO W OCYLLECTBIAIOT PA3/IMYHbIE CeLMann3npoBaHHble (OyHKLMK.

KneTkn 0f4HOro Tuna pOpMUPYIOT TKaHK, B pedyNibTate KOMOMHALNK TKaHei

obpasytotcs opraHbl. 13BecTHO 60onee 200 TUNOB KNETOK, 06Pa3yHLLMX MbILLbI,
HepBbI, Nerkue, cepaue, nonoBble OpraHbl, KPOBb 1 T.[.

BONbLUMHCTBO KNETOK MMEET S4pP0, B KOTOPOM XPaHUTCS BCS Heobxoanmas
WHEOpMaLMS 0 Pa3BUTUM U NPaBUIILHOM (DYHKLIMOHUPOBAHNN
opranusma. MHpopmaums «3anucaHa» B
61ONOrMYECKOM HOCUTENE, Ha3biIBAEMOM
AHK (ne3okcupuboHyknenHosas
kucnota). Ecnv JHK nogobHa AnvHHOMY
NPEAN0XEHN0, COAePXKaLLEMY MOJTHOE
onucaHue opraHuama, TO TEeHbl
NoA06HbI OTAENbHBIM C/I0BAM B 9TOM
npeanoxeHun. leH yyacTtsyeT
B OCYLIECTBNEHNN OAHOW WK
HECKOJbKUX (PYHKLMI OpraHuama.
Ecnn oH noBpexpeH unu
HeJ0CTaTOueH, OH He MOXET
LONXHbIM 06pas3om
BbINOMHATH CBOM
(YHKUK. TTonHbIM Habop
reHOB (hOPMUPYET FEHOM.

KNETKA Anpo

XPoMOCOMA

Taxnm 06pa3oMm, 18P0 KNETKM COLEPXKUT
EHOM, KOTOPbIN SIBNSIETCS MEPCOHAbHbIM
«TEHETUYECKUM rPUMOM> . PeBeHOK nosyyaeT no
MOJIOBMHE CBOEr0 reHoMa OT KaXX0r0 U3 poauTenen,
NO3TOMY FEHOM 4acTO Ha3blBalT «NOAAEPXKKA
HACNeCTBEHHOCTM.

Koe-4T0 0 XxpoMocomax ﬂ}l ii
XPOMOCOMbI, COCTOSLLME, TNABHbLIM
obpasom, u3 [HK, MOXxHO 1 2 3

yBUOETb TOMbKO BO  BpeMs
OeNneHust KneTkn. Y uenoBeka “ u
46 XpOMOCOM, Unu, ecnu ObITb
12

4

TOYHbIM, 23 Napbl, MOTOMY, YTO 6 7 & 3 B 1
XPOMOCOMbI COCTABMISAOT Napbl: SISReIt
0[Hy Napy noNoBbIX XPOMOCOM nﬂ ‘m ““
— [1Be X XPOMOCOMbI Y XEHLUMH 1 X 1

Y XpOMOCOMBI y MyXUnH — 1t 22 napbl 13 14 15 X

owepacr 11022, ARANTEE BRRE AR as o

16 19 20
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nnr Y7Q nwyT ¢ NnOMOLWbK TEHETNYECKOTO Tecta?

["eHeTMYeckun TecT — aHanua yactu Bawen [JHK. C nomoLLbto reHeTu4eckoro Tecta
" N MOXXHO OMPEeAEenuTb, eCTb NI U3MEHEHWUS B ONPEAENEeHHOM reHe Ui XPOMOCOME.
of =X 7 i3aMeHeHns, 06bl4HO Ha3blBaeMble «MyTauuu», MOrYT BO3[EACTBOBATb HA BCe
KNETKu OpraHn3ma u nepefasarscs Oy ayLMM MOKONEHUSAM.

Bawum reHbl u Baw Bpay

[nsa Toro, ytobbl uccnegosatb AHK, Hy>KHO B3STb 06paseL KpoBM WK CIKOHbI U nepecnaThb ero B
nabopartoputo. PesynbTaTbl TeCTUPOBaHuUS 13 nabopaTopum 00bIMHO NepefatoTCs B MUCbMEHHON
hopMe Bpauy, KOTOPbIA HA3HA4YUN TECT, 1 C KOTOPbIM Bbl nx 6yaeTe 06CyKAaTh.

Ectb P THNna 3a60neBaHui, I'IpW'IMHOﬁ KOTOPbIX SABMAKTCA rEeHEeTU4eckue
MyTauuu:

= XpOMOCOMHbIE 6051e3HH

XPOMOCOMHbIe aHOManuu HabNAAKTCS NPY NOBPEXAEHUN OJHON UM HECKOBKIX
XPOMOCOM (Hanpumep, 06MeH yyacTkamu Mexxay XpoMocoMamu Uim ytpara 4actu
XPOMOCOMBbI) UAM MPU HANMYUK Y YernoBeKa YMcna XpOMOCOM, OTIMYHOIO OT 46. 310
MPOUCXOANT Y NtoJeN ¢ cuHAPOMOM [layHa, KOTOpble UMEOT [OMOSHUTENbHYHO 21-Yi0
XPOMOCOMY U1 BCEr0 47 XPOMOCOM.

= MoHOreHHble 6051e3Hu

MoHOreHHble 60N1€3HN BO3HUKAKOT B pe3ynibTaTe U3MEHEHW OLHOr0 reHa.
MoHOreHHble 60N1e3HN 06bIHHO TSXKEMbLIE U pefKue, 0AHAKO UMK BONEOT MUNTMOHbI
nofen B mupe. lNpupoaa 3abonesaHus 3aBUCUT OT (PYHKLMIA, KOTOPbIE BbINOJHAET
MYTaHTHbIN reH. Kaxablii YenoBek UMeEeT ABE KOMWUM — HayYHbIA TEPMUH «anneninx
- Kaxxporo reHa. OauH annesnb OH NonyyaeT 0T 0TUa, APYroi annenb — 0T MaTepu.

YacTb MOHOreHHbIX 60Me3Hen BO3HUKAET Npu NOBPEXAEHWN OLHOr0 annens. Tak
NpPOUCX0AMT Npu 601e3HN ['EHTUHITOHA — 3a00N1EBaHNM, NPU KOTOPOM HapyLIaoTCs
KOOPAWHALMS ABUXKEHWA MbILUL M KOTHUTUBHbIE (DYHKLWK.

XpOMOCOMbI C ABYMS

annenamy [pyrve MOHOTreHHble 3a60NeBaHNs Pa3BUBAOTCS

O[HOro reHa

TONIbKO TOTAa, KOrAa noBpexpieHbl 06a annens. . .
Y nogen ¢ 04HUM NMOBPEXAEHHbIM anfenem
3ab0neBaHNe He Pa3BMBAETCS, HO Yy HUX eCcTb
MyTauus. Tak 6biBaeT npu MyKOBUCLMAO3E
— XPOHMYECKOM 3abosieBaHuu, Npu KOTOPOM
nopaXxxaroTCs Nerkue v nuLLeBapuTeNbHas cucTema.
Korpa y yenoseka noBpexaeH TOMbKO 0JUH annesb,

OH He 60MNeH, HO SIBNSIETCS HOCUTENEM MyTaLWW.

JT0, Tak Ha3blBaeMble, (3L0POBblE) HOCUTENN.
Hocutenu MyTauum peako UMEerT CUMNTOMbI

3aboneBaHns, HO ecrim y ABYX HOCUTENen . .
POXXAAETCS PEOEHOK, OH C BEPOSTHOCTLIO 25%
MO>ET yHacnefoBaTh ABE MYTAHTHbIE KOMUM
reHa u, cnefoBaresisHo, 3a60M€Tb.
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= MHOrO(hakTopHbIE reHeTUYeckmne 3aboneBaHus

MHOroakTopHble reHeTuyeckue 3abosieBaHus SBSAOTCH PE3yNbTaToM
B3aMMOJENCTBUSA U3MEHEHUN HECKOMNbKWUX FeHOB B COYETaHUN C BINSHUEM
(haKTOpOB BHELLHEN cpefbl U 06pa3a »XMu3HU. K MHOrO(aKTOPHbIM FEHETUYECKUM
3a60/1€BaHNAM OTHOCATCH YacTble 6051e3HU, Takne Kak AnabeT, 60NbLKUHCTBO
OHKONOrnyeckux 6onesHeint, actma u 6onesHu cepaua. B oTnnume 0T MOHOrEHHbIX
60ne3Hel, B BOSHUKHOBEHWM 1 PA3BUTIM 3TOrO TUMa 3ab0NeBaHNi y4acTBYET MHOMO
FEHOB.

X0TS reHeTUyeckasi KOMMOHEHTA 4acTblXx 3ab0neBaHus Haxoautcst B hokyce
FeHeTUYECKUX UCCNIEN0BaHMIA, 10 HACTOSLLEr0 BPEMEHN OHA He 10 KOHUA sicHa, U
TECTbl Ha MHOTOCHAKTOPHbIE FEHETUYECKME 3aB0NEBAHNUS CUNTAIOTCS HETOUHBIMY
WM 1axxe HeCNoCcoOHbIMK NpeAcKa3aTh NOTEHUMANbHOe pasBuUTHe 3a60N1eBaHMS.

Pa3Hble TUNbl reHeTUYECKNX TECTOB

> [lnarHocTnyeckne reHeTU4eckmne TecTbl

[lnarHocTuyeckme reHetTuyeckme TeCTbl NpefHa3HayeHbl ANS AWATHOCTUKU TEHETUYECKMX
3a60neBaHNi y NOAEN, Y KOTOPbIX XK€ €CTb CUMMTOMbI. Pe3ynbTaTbl 9TUX TECTOB MOrYT MOMOYb
BblOpaTb METOA NEYEHNS UM MHble CNOCO6bI peLLeHns Npobnem co 340poBbeM. OHM Takxe MoryT
NOMOYb PELUMTL NPO6IEMY MPKU COMHEHUSIX B AMArHO3e, faBas BO3MOXHOCTb MHOASM, N0 KpanHen
Mepe, 3HaTb, OT Kakou 60NIE3HM OHK CTPaAatoT.

> [penKTUBHbIE TeHETUYECKNE TECTDI

[peanKTUBHbIE TeHETUYEeCKUe TECTbl NMPOBOAATCSA JHOAAM, Y KOTOPbIX ELle HET CUMNTOMOB
3aboneBaHns. Vx HanpasnglOT Ha TECTUPOBAHWE ANS BbISABIEHUS TEHETUYECKUX U3MEHEHUH,
KOTOpbIE MOTYT CBMAETENIbCTBOBATL O PUCKE pas3BuTMS 3abonieBaHus B 6onee No3LHEM BO3pacTe.
BeposTHOCTL pa3suTus 3abonesaHusi, onpefefieHHas Takum 00pasoM, MOXET CYLIECTBEHHO
BapbMpOBaTh NPW pasHbix Tectax. B peakux cnyyasx pesynbTaTbl FEHETUHECKOr0 TecTa MoryT
yKasaTb Ha BbICOKYO BEPOSITHOCTb Pa3BUTUS OMPeAEneHHOr0 COCTOSIHUS HA MPOTSKEHUM XKU3HN
(Hanpumep, TeCT Ha 60J1e3Hb [ EHTUHITOHA).

B GonbLlMHCTBE CnyvaeB B pesynbTate TecTa MOXHO MOSy4uTb TOMbKO yKadaHWe Ha Hanuuue
pucKa pasBuTUS 3a00/1EBaHNS HA MPOTSXKEHUA XKU3HW, OJHAKO MPOrHO3 HEMb3s CUMTATh TOUHLIM
M3-3a TOro, YTO (PAKTOPbl BHELIHEN CPeflbl WrpatoT Ba)XKHYH POSib B pa3BuTMM 3ab0neBaHus
Hapsdy C reHeTU4eckuMn. Takue reHeTUHECKUe TEeCTbl HA3bIBAKTCA TECTaMW Ha FEHETUYECKYHD
NpeapacnonoXXeHHOCTb.

> TecTbl Ha HOCUTENLCTBO

TeCTbl HA HOCUTENBCTBO MUCMOMb3YHOTCA AN MAEHTUUKALMN MFOLEN, KOTOPbIE «HECYT» aNfesb rexHa,
accoUMMpOoBaHHbIN C OnpeaeneHHbIM 3abofieBaHueM (Hanpumep, MyKoBMCUMAO030M). Y HocuTenen
MO>ET He ObITb NPU3HAKOB 3a60NeBaHNs, OAHAKO eCTb PUCK TOr0, YTO UX AETH Oy Ay T O0SbHbI.

> QDapMaKkoreHoOMHble TECTbI

DapMaKkoreHOMHble TECTbl MPOBOAATCA AN ONPEAENneHnst YyBCTBUTENbHOCTM YenoBeka K
onpeaeneHHoMy Buay Tepanuu. HanpuMep, HEKOTOPbIE NKOAN MOTYT Hy>KAATbCst B 60NEe BbICOKOA
[103e NeKapCTBEHHOro mpenaparta, TOrAa Kak y ApYrux MoryT Habnogatbcs HeOnaronpusiTHble
peakuun Ha onpefeneHHble MeanKaMeHTbl.

[NoTeHUManbHas nosb3a reHeTU4YeCcKoro TECTNPOBAHUA:

- [Ty HEKOTOPBIX COCTOSHUSIX B PE3Y/bTATe FEHETUYECKOr0 TECTA MOXKET NOSABUTHCS
onpegeneHHocTb 0 Bawem 3abonesannm unm 3abonesaqnn Bawwero peberka. [ns
HEKOTOPbIX Nt0AEN OKOHYaHWe Nepuosa HeonpeAENeHHOCTU 04EHb BAXHO.

- FeHeTMYECKMA TECT MOXET MOMOYb Bpayy noCTaBuUTb AMArHO3 reHeTu4eckoro

eHeTU4eckoe TECTMPOBaHe ANs 340p0Bbs / CoseT EBpOﬂbI



3a00/1eBaHNs M Ha3HAUUTb JleYyeHWe (ecnu OHO €eCTb) WKW MPEANPUHATDL
NpooUNakTUYECKEe Mepbl (ECNIM OHU ECT).

- MonyyeHHas B pesynbTate TecTa WMH(OPMAUWUs MOXET ObiTb MONE3Ha npw
cnegytoLlen 6epeMeHHOCT!.

- Tak Kak reHetTuyeckne 3aboneBaHWs 4acTo nepenarTcs No HacnencTsy,
MHopMaLMs 0 Balumx reHeTUYECKNX XapakTepucTuKax MoXeT ObITb NnoniesHa ans
Apyrux uneHos Baluen cembum.

OrpaHVI‘-IeHVlﬂ 1 BO3SMOXXHbIE PUCKK TEHETUYECKOro TECTUPOBAHNUSA

- [eHeTNYecKoe TeCTUPOBaHWE, 0XXMAAHME ero PesynbTaToB M UX NONYYEHUEe MOXET
BbI3BATb PS4 PasHbIX SMOLMA, Takux Kak CTPecc, 6eCnokoicTBo, 06neryeHne umm
YyBCTBO BWHbI. Ou4eHb BAXKHO OLEHWTb BO3MOXHOE 3HauveHue Ans Bac u Bawen
CEMbM KaK XOPOLLIMX, TaK W MIOXNUX HOBOCTEN.

- [laxxe ecnu amarHo3 3abonesaxus YCTaHOBJIEH C NMOMOLLIbHO FTEHETMYECKOro TeCTa,
€ro nevexHne He scerga BO3MOXHO.

- Mo pa3HbiM NpKUYMHaM He BCeraa MOXHO 06ecneymTb reHeTUHecKoe 06bSICHEHME
MPUYMHBI ONPEAENIEHHOrO COCTOSHUS: TECT MOXET OblTb HEe AOCTYMHbIM, UK ero
Henb3s pa3paboTaTb W3-3a TOro, YTO rEHeTMYeCKast OCHOBA 3a60NEBaHMs eLle He
MaeHTUMUMPOBaHa.

- [ins HekoTOpbIX 3a60/1EBAHMI, FTEHETUYECKAS MPUUNHA KOTOPbIX y>Ke YCTaHOBIEHa,
Ha OCHOBAHMM TEHETUYECKOro TeCTa HEBO3MOXHO CKas3aTb, HACKONIbKO TSAXKeno
yenosek bynet 60neH.

- PeaynbTaTbl reHeTU4eckoro TecTa MOryT BbISIBUTb FEHETUYECKYHO MHEOPMALMIO
0 Apyrux uneHax Bawewn cembu, ¢ KOTOpbIMM Bbl MMeeTe 06LuMe HeKoTOpble
reHeTMYeCKMe XapakTepucTukn, B TOM YUCe UHAOPMALMIO O PUCKE pPasBUTUS
y HWX reHeTndyeckoro 3abonesaHns. XOTAT NM [PYTUE YieHbl CEMbU UMETb 3Ty
MHEopMaLmo?

- B pesynbTare TecTa vHOraa MOryT BbIMTU HA CBET CEMEWHbIE TalHbl, B TOM YnCTe
06 OTLIOBCTBE M YCbIHOBMEHUN.

sun Balwe peweHne caenaTtb reHEeTUYECKUN TECT

[MPUHSATL TaKoe PeLLeHre MOXET BbITb TPYAHO. OTO NIMUHbINA BbIGOp. Kaxkablid cB06OaEH B
e BblbOpe, caenath TECT UMK HeT, 6bITb MH(DOPMUPOBAHHBIM O €r0 PesyrbTaTax Uim HeT.
) T [NoaToMy BaxxHO, 4TO6bI Bam Obinia npefocTaBeHa NoHSTHas 1 nonHast MHGopmaLms, u
onarogaps aToMy Bbl Morniv 6bl 3afaThb BCE BOMPOCHI, KOTOPbIE NOXeNnaeTe, YTobbI
yoanuTb Nto0ble TeHW COMHEHUS [0 NMPUHATUS PELLEHNS O TECTUPOBAHMM.

leHeTUYecKoe TecTMpPOBaHue aeTen

[MoAX04 K reHeTU4ecKoMy TECTUPOBAHMIO feTel A0KeH 6bITb 0CTOPOXKHbLIM. OBbIYHO reHeTUYecKoe
TECTUPOBaHWe AeTel 1 NOAPOCTKOB JOMKHO MPOBOAMTLCS, €CAM OT Pe3ynbTaToB TecTa 3aBUCUT
NPOBEAEHME CPOYHbIX NIEHEOHBIX UM MPOUIAKTUHECKUX MEPONPUSTUIA. B cyyasix, Koraa TectuposaHve
He CPOYHOe (HampuMep, 3a60reBaHNe Pa3BUBAETCS TOMBKO Y B3POCIbIX, M HUKAKOE NEYEHNE HE MOXKET
NPOBOANTLCA 0 €ro Havana), ero 06bI4HO OTKNIAALIBAIOT A0 TEX NOP, NOKA HECOBEPLUEHHONETHUIA He
LOCTUrHET BO3pacTa, B KOTOPOM CaM CMOXET cieNiaTb MHGhOPMUPOBAHHbIN BbIGOP.
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[o Toro, kak Bbl npumeTe pelleHne cpenatb reHeTU4eckun TecT, Bbl JOMKHbI
3aJatb pasHble BONPOCHI:

= O 3a60neBaHuu:

- Y70 13BECTHO 00 3TOM 3aboneBaHnn?

- Bce nv 60mbHblE 3TUM 3a60NeBaHWeM CTpafatoT 0MHaKoBO?

- Kak MOXXHO XWTb C 9TUM 3a6051eBaHNEM?

- [oyemy g unu Mo pebeHok 3abonenn?

- ECTb My ApYrux YneHoB MOEN CEMbM PUCK 3TOr0 3a60neBaHNN?
- ECTb 11 Kakue-H1by ib METOSbI le4eHuns 3Toro 3abonesaquns?

- Ecnun pa, Mory nn s nony4uTb Takoe NeveHne?

- ['ne s Mory HanTu 6onbLue MHopmauuy 0 3abonesaHnn?

= O TecTe:

- ECTb nm pucku npu npoBeaeHnn Tecta? Eciv aa, T0 B YEM OHM 3aKHo4atoTes?
- O YeM MHe CkaxyT pesynbTatbl TecTa?

- Hackomnbko TouHbI 6y ayT pesynbTaThbl TecTa?

- Hy>xpatoTes v fipyrve YneHbl MOen CEMbM B TECTUPOBAHNN?

- Kak ckopo s nonydy pesynbtaTbl Tecta?

- KT0 npefocTaBuT MHe pesynbTaTbl TecTa?

- KoMy 6ynyT [OCTYNHbI pe3ynbTaThbl TecTa?

Pe3ynbTatel reHeTM4eckoro Tecta - [e/MKAaTHbIe JIMYHbIE JaHHbIe,
COCTAB/ISOLYME BALLY «OMOTIOrMYECKYH) YACTHYH KU3HB». VIMEHHO M03TOMY
OHW JIOJIKHBI CYNTATBCS KOHOUAECHLMATIbHBIMA.

Kpome Toro, nogam, npoweslumm reHeTu4eckoe TecTupoBaHme,
HacTOSTE/IbHO PEKOMEHAYETCS MoJyuYnTb MOAAEPXKKY CreynanmcToB
(reHeTU4ecKoe KOHCY/bTUPOBAHNE) AN 00€CneyYeHns npaBuiibHOro
IOHUMaHWS €10 3HAYEHNS Y MPUMEHEHWS.

= [lpyrve ymMecTHble BOMpOCI:

- bynyT nv pesynbTathl TeCcTa UMETL NOCNEACTBUS ANSA APYrUX YNIEHOB MOEU
cembun?

- Ecnun fa, [onxkeH nn s 06CyanTb TECT CHa4ana ¢ HUMmn?

- Kakum MoXeT 6bITb 3MOLMOHANBHOE BO3AEUCTBUE Pe3yNbTaToB TECTA HA MEHS
W YIEHOB MOEi CeMb?

- KoMy 5 jo/mKeH pacckasatb 0 pesynbTarax tecta’?

- Mory n1 4 nony4nTb NMUCbMEHHYIO MH(OPMALMIO O TOM, YTO Mbl AOJIXKHbI
obcyamuTh?

- KTO MOXET NoMoub MHE 06BACHTL PedynbTaThl TeCTa MOEMY PEOEHKY n/wumn
POACTBEHHWKAM, ECIIU § 9TOr0 3axouy?

- Mognexxar v pedynbTaThl TecTa nepefaye apyrum nuuam? Ecnv ga, 1o Komy?
- EcTb v cny>k6b1 NoAAEPXKKMA MW OPTraHW3aLmm NaLMeHToB, C KOTOPbIMU MOXXHO
KOHTaKTUpOBaTh?

- C npeactaBnTensMu Kakux MeAWLMHCKUX CMeunanbHoCTen S LOSIKeH
KOHTaKTUpOBaTh?

eHeTU4eckoe TECTMPOBaHe ANs 340p0Bbs / CoseT EBpOI'IbI



"nr [eHeTUYECKME TECTbl, MPOAAOLMECS NPSIMO NOTPEOUTENHD

B nocnegHue rofibl pacTeT YMCNO FEHETUYECKMX TECTOB, PEKNamMupyeMbix W/vmm
NpoJaBaeMblX Yepe3 MHTEPHET KOMMAHWUSIMU, HE OTHOCSLIMMUCS K CUCTEME
3[iPaBOOXPAHEHNS.

Y10 npescTaBnsT co060# 3TV KoMnaHmm?

MHorve koMnaHuu, NpegnaratoLLme reHeTYeckue TecTbl, alT Bam BO3MOXHOCTL
KymUTb MX YEpPe3 MHTEPHET TaK XKe, Kak MOKYNatoTCs KHUMM WM KOMMAKT-AUCKY.
BONbLUMHCTBO ATUX KOMNAHUIA PEKNTAMUPYIOT U NPEANaratoT yCyrvu no reHeTMYeckoMy
TECTUPOBAHNIO 63 Kakoro-nnbo y4acTvs NpoeccoHanoB-MeanKkos.

Ha 410 MOXXHO TecTupoBateCs?
Cpean TECTOB, NpeAnaratoLmxcs
KOMMaHusMK,  €CTb  TeCThl,
paspeLLEHHbIe ANSNPUMEHEHNS
B MEJMLMHE, KOTOPbIE MOXET
Ha3Hauutb Baw Bpay,
MHOTO TECTOB, KOTOpPbIE

He OblM paspeLeHsbl
Mnu GbiNu NPU3HAHDI
HEMOAXOAALMMN  ANS
NPYMEHEHMS B MEANLIMHE.

BONbWWHCTBO  KOMNAaHWM
NPOAAKT TECTbl, KOTOpble
npegnonararT pacyeT pucka
passuTug y Bac onpeneneHHbIX
YaCTbIX MHOTO(AKTOPHbIX 3a605eBaHi
(CMOTpU BbILLE).

YTO HyXHO 3HaTb O TreHeTMYEeCKMX TecTax, npoAalowmxca npsmo
notpebutento

= MHOrve reHeTMyeckue TeCTbl, IPOAAKOLUMECS MPSMO NMOTPEOUTENIO, HE Pa3peLLEHDI
NS UCMONb30BAHUS B CUCTEME 3[PaBOOXPaHEHUs. OTO 03HAYAET, YTO Ka4eCTBO U
MOJE3HOCTb 3TUX TECTOB He ObINn JoKa3aHb!. B 60NbLIMHCTBE Cry4aes B pesynbTare
TecTa Henb3s npefckasaTb, Pa3oBbeTcs Ny Bac onpeneneHHoe 3abonesaHue, unm
HACKOJbKO TSKENbIM OHO MOXET ObiThb. Kak yxe nofvepKuBanoch BblilUe, MeHb
TOMbKO YaCTUYHO BIINSIKOT HA PUCK PasBuTUS BoMbLIMHCTBA 3abonesanunid. [pyrue
(haKTopbl, Takue kak Bawm meguumHekas uctopus, 06pas Xu3sHu 1 cpeda 0dutaHms,
TaKXXe UrpatoT BaXKHYHO POJb B UX Pa3BUTUN.

= 3aKa3 reHeTM4ecKoro TecTa He TO XXe caMoe, YTO 3aka3 KHuru. Becerpa BaXxHo
CHavana 064ymMaTb BO3MOXHbIE NOCNEACTBUS NMONYYEHNS Pe3ynbTaToB TecTa Ans
Bac n Bawuen cemby.

= [ €eHeTUYecKoe TecTMpoBaHMe fAeTen Bcerpa [OSIKHO MPOBOAMTHLCS C 0CO60M
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OCTOPOXHOCTbIO (CM. BCTaBKy «[ eHeTMyeckoe TeCTUPOBAHWE AETen»).
HacTosTenbHO peKOMEHAYEeTCs He NPOBOAUTL FEHETUYECKOE TECTUPOBAHWE feTei
BHE CUCTEMbI 34PaBOOXPAHEHMS.

« MHorne KomnaHun paboTaroT 6e3 MeAWLMHCKOTO COMPOBOXAEHUS U MPSMOro
B3aMMOLENCTBUS MeXJy Bpa4yoM M nauueHToM. [1orosopute Co CBOUM Bpa4oM 0O
TOM, MOXET NI TECT AaTb BaXHY0 MHOpMaLuo 0 Balem 310poBbe. YoeauTecs,
4T0 Bbl NOHMMaeTe Nomb3y M OrpaHUyeHns Tecta o TOro, kak Bbl ero KynuTe.

= Y3HanTe, 4to 6yaeT ¢ 06pa3sLomM Baluero 6ruonornyeckoro Matepuana v kak 6ynet
3alyMiieHa npueaTHOCTL Balmx 06pasuoB 1 nHcopMaumn. Y3HanTe, He NOAENSTCS
N MHopmaunen o Bac ¢ apyrumn KOMNaHuamMm unu UccnesoBaTenbCKuMu
OpraHv3aumsamm.

= Ecnn Bbl 3aKa3anu reHeTU4eckuid TeCT, NPOAAOLLMIACS NPSMO NOKyMnaTento,
06CyauTe ero o CBOMM BPaUOM [0 MPUHSITUS PELLIEHMIA, CBS3aHHbIX CO 3[0POBLEM.

bonbLe uHpopMaLumn 0 reHeTUYECKOM TECTUPOBAHMM:
= WWW.eurogentest.org/patient/

EBpol eHTecT paspaboTan ceputo OykneToB Ans TOro, Ytobbl AATh NaUMEHTaM W UX CeMbsAM 0OLLYH
WHCHOPMALMIO O FEHETUKE U FEHETUYECKOM TECTUPOBAHNM.

= Www.orpha.net

OpdhaHeT npenocTaBnseT A0CTyn K 6a3am AaHHbIX 0 PeAKMX 60Ne3HsiX, opdaHHbIX NekapcTBax,
9KCMEPTHbIX LEHTPaX, AMarHoOCTU4ECKMX TECTax, OpraHn3aLmsx naumeHToB 1 T.4.
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O YeMm 3TOT LOKYMEHT?

Llenb 9T0ro MHMOPMALMOHHOTO JOKYMEHTA — AaTb O0LLyH 0ObEKTUBHYHO MH(HOPMALMIO O TEHETUYECKMX
TECTax, BKIOYAA WX MPUPOAY WU MOTEHUMarnbHble MOCNEeACTBUS MX Pe3ynbTaTtoB. B HeM npefcTasneHbl
pasnnyHble TUMbl JOCTYMHBIX TECTOB, UX UCMONb30BaHWE B MeAUUMHE, CTENEHb U OrpaHnyeHus (npegen?)
3HaYeHNs MHopMaLmUK, NoNyYeHHON B pesybTaTte TECTOB.

© Coset Esporbl, 2012.
www.coe.int/bioethics

OT10T bykneT nogrotosneH CoseToM EBponbl npu yuacTum npodh. Mackans boppw, ¢ kommeHTapusmn A-pa Xaiiam Xosapa, npod. Maptunbl K. Kopren u
Ipyrux uneHoB Komuteta npodpeccnoHanbHoi v 06LLeCTBEHHOM NoaMTIKK EBponeiickoro obluecTsa reHeTuku Yenoseka. OH noaaepxaH EBpoleHTecT,
npoekT EU-FP7 (FP-7-HEALTH-F4-2010-261469)1 EBponeiickiM 06LLECTBOM reHETUKI YemnoBeka.

[Iu3aiin v pepaktvpoBaHue: Onb3ac Meana CaneHc — CaeHTUCMK KOMMYyHWMKeMWH —  www.amscience.com. Wnnwoctpaumm Jlyn pe na Tamw.

ESHG Euro est

COUNCIL  CONSEIL
EURDPEAN SOCIETY OF HUMAM GENETICS OF EUROPE  DE L'EUROPE




