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1. BBEAEHUE

C cepeaunsbl 80-X rofi0oB HayKa COBEpPILNIIA OTPOMHBII IPOrPEcC B U3yUEHUU I€HETUKH, OTKPBIB
POJIb TEHOB B BO3HUKHOBEHHH OTPEIEICHHBIX 3a00seBanuil. B Opomrtope «I'eHeTnka U HEpBHO-
MBIIIEYHBIE 3200JIEBaHUS» B JOCTYITHON (hOpME ONHMCHIBAIOTCS T€HETUIECKHNE OCHOBEI HEPBHO-
MBILIEYHBIX 3a00J1eBaHMii. B Oportope onucsiBaeTcs, 4To TaKOe reHeTHUecKre 3a00eBanus, U
00BsICHSETCS, KaK TeHETUYECKOE TECTUPOBAHUE U KOHCYJIBTUPOBAHHUE ITOMOTAET JIFOJM IOHATH
MeXaHU3Mbl HaclieoBaHus 3a0oeBaHuii. B Hell Takke pacCMOTPEHbI OCHOBHBIE Iy TH
HacJIeI0BaHMs Ha pUMepax crenu(uIeckux HEpBHO-MBIIIEYHBIX 3a00I€BaHUM.

2. Uto Takoe renernyeckoe 3ado1eBanue?

I'enernueckoe 3a001eBaHNE — 3TO COCTOSIHUE, BBI3BAHHOE U3MEHEHHUEM B I'€HE, TO €CTh
MyTare. MyTammu, sSBISIonecs MpUINHON 3a001eBaHMi, 0OBIYHO MEMIAIOT MPOU3BOICTBY B
OpraHu3Me OIPEICICHHOTO MPOTeHHa (OenKa).

Yro Takoe reH?

[ensl, cocrosimue u3 xumuueckoro coenunerus JJHK (ne30kcuprOoHyKiIeHHOBAsT KHCIOTa), —
3TO LEMOYKH BEIIECTB, KOTOPbIe (POPMHUPYIOT KUEPHOBOM ICKH3» PEIENTOB (YacTO Ha3bIBACMBIX
KOJIaMH) /IS ThICSY OCJIKOB, KOTOPbIC HAIIN OPraHU3Mbl HCHONB3YIOT ISl CTPOUTEIbCTBA
KJIETOYHBIX CTPYKTYp U oOecriedeHus: pabotsl kietok. JJHK akkymynupoBaHbI Ha HUTSX,
Ha3bIBAEMBIX XpOMOCOMaMH. OHU pacoJIOKEHbI B OCHOBHOM B SJpax KaXkI0i KJIETKH
Opra"usma.

Kak reHbl pykoBoJsIT co31aHHEM 0€eJTKOB?

KoHeunblie komiu OEITKOBBIX PEIIETITOB B IEHCTBUTEILHOCTH 3aKkimodeHbl B PHK
(prOOHYKIEMHOBOI KHCIIOTE), OYCHBb OJIM3KOM XUMHYecKoM «poactBeHHuke» JTHK. Kierka
npeobpasyer JIHK B PHK B cBoem sipe. Kaxxnas PHK, conepikamas pernent, 3aTeM mokuaaet
KJIETOYHOE SIIPO M CTAHOBUTCS TEXHOJIOTUYECKOW MHCTPYKIIMEH I TPOU3BOICTBA OerKka 3a
npeaenaMu sjpa.

Kak myTauumu B reHax NpuBOAST K mpodJjeMaMm ¢ deaxkaMu?

Myranus B JIHK 115 kakoro-nu6o 6eika MOXKeT cTaTh MyTaruei (omubkoii) B penente PHK, a
3aTeM U OLIMOKOM B Oelke, cenanHoM Ha ocHoBe nHcTpykuuii atoii PHK. HekoTopsie myTanyn
CKa3bIBaIOTCA Ha paboTe KIETKU 3HAYUTENLHO cephe3Hee, ueM Apyrue. Hanpumep, ogaum
MYTaIHH TPUBOJIAT K IPOU3BOACTBY HEMHOTO HETIPABWIIBHOTO OEIKa, a IPyrue — K
COBEPIIICHHO aHOMAJTLHOMY O€JIKY WJIH K IOJITHOMY OTCYTCTBUIO KOHKPETHOTO OelKa.

Kaxk npo6sembl ¢ BbIpa00TKOii 0e1ka CKa3bIBAIOTCA HA JIOAAX?

BozneiictBue JIHK-myTarmu Ha yenoBeka 3aBUCHT OT MHOTHX (akTopoB. Hampumep, ot Toro,
KaK MyTallys BIHSCT Ha KOHEUHBIH OeOK (IIPOU3BOAMTCS JIX OH BOOOIIE U €CIIU 1a, TO
HACKOJIbKO OH OJIM30K K HOpMaibHOMY). CyIIECTBYET 3aBUCHMOCTh M OT CTETICHU BaKHOCTH
KOHKpETHOro Oeska B opranu3me. Hanpumep, HEKOTOpble MyTalluu B '€HE, OTBETCTBEHHOM 3a
BBIPA0OTKY Oenka TUCTpOodUH, BENYyT K CPABHUTEIHHO JIETKON CIa00CTH MBIIII], TOTJa KaK
JpyTHe BBI3BIBAIOT OUYEHb Cepbhe3HbIe cOOM B paboTe MbIL. CTeneHb TAKEeCTH 3a001eBaHus B
TaKOM CJIy4ae 3aBUCHUT OT KOJIMYECTBA MPOU3BEAECHHOIO OPraHU3MOM JUCTPO(pUHA U OT TOTO,
HACKOJIbKO OH OJIN30K K HOpMaJIbHOMY JucTpoduHy. MyTaruu, BeayIne K CHIIbHOMY



MBIIIIEYHOMY UCTOIIEHUIO, B KOHEYHOM UTOT€ MOTYT JIaXKe€ YTPOKATh KU3HHU UYETIOBEKA,
MOCKOJBKY AUCTPO(PHH HE0OX0IuM A HYHKIMOHUPOBAHUS CEPICUHOIN MBIl U MBIIIIII,
MCIIOJIB3YEMBIX TSl IbIXaHUs. BO3MOXHO, 3TH 0OBSICHEHHS Ka)KyTCsl BaM CIUIIKOM CJIOKHBIMH,
HO BaM HE0OXOJIMMO 3HATh 3T OCHOBBI, YTOOBI 0OPAIIATHCS 32 KOHCYJBTAIIUEH K CIeIMaTuCTaM
Y y3HaBaTh O HAJMYHMH B BAIICH CEMbe KaKUX-THOO Tr€HETHYECKUX 3a00JICBaHUH.

KakoBbl pyHKINH 0€JIKOB?

benky BRIMOTHSAIOT HECKOIBKO (YHKIHI: OHHU MTOCHUIAIOT ¥ MPUHUMAIOT CUTHANIBI K KJIETKaM HIH
OT HHX, pa30MBaIOT KPYIHBIE MOJICKYJIbI Ha OoJiee MeJKHUe, 00BETUHIIOT MEIKHE MOJICKYJIbI B
Ooutee KPYITHBIE, @ TAKXKE MPOU3BOAAT SHEPTHIO IS BCEX KIETOYHBIX MporieccoB. Takum
00pa3oM, OeJIKM UTPAOT HAUBAXKHEHIIIYIO POJIb B COKPAILICHUH MBI, THIEBApEHUH, OOMEHe
BEILIECTB, PETYINPOBAHIH KPOBSHOTO JaBJICHUS M TEMIIEPATYPhl, 3pEHUS, CIIyXa, a TAKXKe
MBIIICHHUS U 9yBCTB.

YTo MOKHO CKA3aTh 0 POJIH 0€JIKOB B HEPBHO-MBbIIIEYHBIX 3200JIeBAHUAX ?

benku, cBsizaHHBIEC C HEPBHO-MBIIIEYHBIMH 3a00JIEBAHUSIMU, OOBIYHO HAXOJIATCS B HEPBHBIX HIIH
MBIIIEYHBIX KJIETKaX. ek B HEPBHBIX KJIETKaX BIUSIOT HAa CIOcO0 MpreMa U mepeaadu
CUTHAJIOB OT OJTHUX KJIETOK K JPYTUM, BKJIFOUAs KJICTKU MBI, belku B KiIeTKaxX MBI BIUSIIOT
Ha (DYHKIIUHU 3THX KJICTOK, HAlPUMep, Ha COKpalieHne (IBUKEHHUS MBIIIIIT), HA MyTh, 110
KOTOPOMY KJIETKH MBIIIII] TIOJyYar0T CUTHAJIBI OT HEPBHBIX KJIETOK, & TAK)KE HA Pa3IuvYHbIC
MEXaHHU3MbI, KOTOPBIMHU KJIETKH MBIIII] 3aIIUIIAIOT ceOs OT Harpy3ok. Hannuue myTtanuu B
reHaX, OTBETCTBEHHBIX 32 BHIPAOOTKY HEPBHBIX U MBIIIICUHBIX OCITKOB, MPUBOIAUT K YXYIIICHUIO
KauyecTBa OeJKa, K YMEHbBIIECHUIO U 1a)ke MPEKPaIICHUIO BBIPpaO0OTKHU Oenka. A 3T0, B CBOIO
odepe/ib, CTAaHOBUTCS TOTYKOM K Pa3BUTHIO HEPBHO-MBIIIEYHOTO 3a00JICBaHUSI.

3. UTo Takoe reHeTHYECKOE TeCTUPOBaHUE?

['eHeTHYeCcKOE TECTUPOBAHKE OOBIYHO O3HAYAET HerocpeacTBeHHoe uccnenoBanue JJHK
(nHOrMa 5TO MOKeT 03HayaTh PHK mim Genkossrit mpoaykT JIHK u PHK) B rene, cBsizaHHOM ¢
KOHKPETHBIM 3a00JeBaHueM. MccnenoBanne oObIYHO MPOU3BOAUTCS AJIS JTYUIIETr0 MOHUMAaHHUS
CUMINTOMOB (HarpuMep, YTOObI MOATBEPIUTH JUATHO3 MBIIICUHOU AUCTPOGUH), HIIH YTOOBI
MPEIONIOKUTh HATMYUE T€HETHUYECKOT0 3a00JIeBaHUs, CAMITOMBI KOTOPOTO €Ilie He
nposBUIUCEH. OOBIYHO ISl 3TOTO HEOOXOAUM TOJILKO aHAJIU3 KPOBU, HO HHOTIA IS
HCCJIETOBAHMSI UCTIONIBb3YIOTCS U TKaHU. | @HeTUKN- KOHCYJIbTAHThI MOTYT IOMOYb JIFOISIM
MPUHSTH PEIICHUE O TCHETHUYECKOM HCCIICIOBAHUU U JIETOPOKICHHH.

Yem MOKeT ObITH OIIACHO TeHeTHYECKoe I/ICCJIe)_IOBaHHe?

Celiyac MBI YacCTO CJIBIIIMM O TCHETHUYSCKUX HCCICA0OBAHHUAX HE TOJIBKO B KIIMHUKAX WJIN JPYTHUX
MCIUINUHCKUX YUPCIKIACHHUAX, HO U B I'a3€Tax U Ha TB. Mb1 Y3HAaeM O TOM, UTO YUYCHBIC
CBA3BIBAIOT TC WJIM MHBIC I'CHBI C IMOABJICHHUEM PA3JIMYHBIX 3a00JICBaHUM. OT paka uin
KapAUOJOTrHYCCKUX HpO6J'IeM A0 pCAKHX 38.60J'I€B8.HPII>1, CBSI3aHHBIX C OOMEHOM BCIICCTB MJIN
MBIIICYHBIMHA q)YHKHI/IHMI/I. B c¢BsI3m ¢ reHeTHYSCKUM HCCJIICOJOBAHUECM Y MHOTHUX HIOI[Gﬁ
MOSBJIAETCSA OECIIOKOMCTBO MO MMOBOAY COXpAaHCHUA KOH(i)I/II[eHLII/IaJ'IbHOCTI/I PE3YJIbTATOB TECTA.
HGKOTOPI)IG JIFOJHU OYCHDb 60$ITC$[, 4YTO UX I'CHCTHUYCCKUC NAHHBIC MOT'YT CTaTb JOCTOAHHUCM
TJIaCHOCTH, a 3aTCM U TIOMCHIATh UM IIpU pr,Z[OYCTpOI\/'ICTBe HJIN CTPAaXOBAHUU. K COXKaJICHHIO,
9TH OIMaCCHHA HCJICTKO Pa3BCATh. 3aKOHI>I, 3alllUuIIaromumue J'IIOI[GfI, KOTOPBIC ITPOIIIA
TCHCTUYCCKOC TCCTUPOBAHUE, OT KaKoi-1160 AUCKpUMHHAILINH, ITOKa MAJIOBPA3yMUTCIIbHBI.
I[an(e OCHOBHBIC JIMYHBIC ITpaBa O KOH(i)I/II[eHIII/IaHLHOCTI/I B HallMX YCJIOBUAX HC MOT'YT OBITh
TrapaHTUPOBAHBI. B cBs3u ¢ aTUM HCKOTOPBIC JIFOAU bosTCcs JAC€JaTh TCHECTUYCCKUC aHAaJIN3bl U
OTKa3bIBAKOTCA OT HHUX. KpOMe TOT0, B TCHETHYCCKHUX TECTaX, KakKk U B JIFOOBIX APYyrux TeCTax,
BO3MOJKHBI OIIIMOKH MM HETOUHEIE PE3yJIbTAaThI. TouHoOCTh TECTA B KBaHH(i)HHHpOBaHHOﬁ



n1abopaTopuu BBICOKA, HO HE abcomroTHa. Kpome Toro, pe3yibpTaTsl TecTa HHOTA CJIOXKHO
UCTONKOBaTh. Hampumep, TecTupoBaHre MOKET 0OHAPYKUTh MyTallld, 3HAYEHHE KOTOPBIX
HesicHO. CrienualimcTsl MOTYT He 3HaTh () ()EeKTOB Mpesk/ie HUKOTJa He (PMKCUPOBABIIETOCS
M3MEHEHUs B T€HE, U HE BCE U3MEHEHUS BpeAHbl. [IpeHaTanbHas TUarHoCTHKa MOXKET 3aCTaBUTh
OyIylIux poauTeNel MPOUTH CEPhEe3HOE UCTIHITAHNE UX KU3HEHHBIX IIEHHOCTEN U MOPATbHBIX
HOpM. Marepuaisl 1151 IPOTHO3UPYIOMINX, UM MPECUMITOMATHYECKIX, TCHETUYECKUX TECTOB
4acTo OepyTcs C MIIOAO0B, HAXOSIIUXCS B MAaTKE, WJIM C SMOPHOHOB, CO3/ITaHHBIX
OIUTOIOTBOPEHHUEM «B MPOOUpPKe». Takoi crmocod Ha3bIBAETCS MPEAPOIOBLIM (TPEHATATBHBIM)
TCHCTUYCCKHUM TCCTUPOBAHUECM. Econ B PE3YIbTATC TCCTA MOABIACTCA IMPCAIIOJIOXKCHUEC, YTO Y
pebeHKa MOXKeT OBITh CEpbEe3HOE TeHETUYECKOe 3a00JIeBaHNe, POAUTENN OKA3bIBAIOTCS MEPE
JIMIIOM OYCHb TPYAHOI'O pCHICHUA. HpI/IHHTI) PEIICHUE O BO3MOKXHOM a60pTe JOJIDKHBI CaMU
poautenu. [loMomIb B 3TOM UM MOTYT OKa3aTh FT€HETUKU-KOHCYJIBTAHTHI, ICUXOJIOTH, CIYKUTEIN
LCPKBH. HpeCI/IMHTOMaTI/I‘-IeCKOC HUCCIICJOBAHUC I[GTGﬁ NI TECThlI HA HOCUTECIILCTBO ABJIAIOTCA
cropHbIMU. MHOTHE podecCHOHATBHBIE OPTaHU3AIMH PEIIUTEIHHO ITOMY MPEMSATCTBYIOT, a
HEKOTOPbIE MEIUIIMHCKHE IICHTPHI 3alPENIalOT TeHETHUYECKOE UCCIICIOBAHNE
HECOBEPIICHHOJIETHUX KPOME CIIy4aeB, KOT/Ia Ha 3TO €CTh CEPhE3HOE MEIUIIMHCKOE MTOKa3aHHe
(HampuMep, €CITU JICUEHUE MOKET ObITh HAYaTO JI0 MOSBJICHUS CUMITTOMOB). HekoTopsie
CHEIHAMCThI CYUTAIOT, YTO B TECTUPOBAHUHU JETEH U MOJIPOCTKOB HA HOCUTENIBCTBO WM Ha
BBIABJICHUC MYyTalllK, KOTOPAasA MOXKCT BbI3BATH 3360HCBaHI/IC BO B3pOCJIOM BO3pacCTe, B
JNENCTBUTENFHOCTA MOKET OBITH OOJbIIE Bpeia, YeM MoJb3bl. [[puBep KEeHIIbI 3TOM MBICIIH TaKkKe
HaCTauBarOT HA TOM, YTO ACTHU JOJIKHBI UMCTb BO3SMOXHOCTb CaAMOCTOATCIIbBHO IIPUHUMATD
pelleHre 0 CBOEM 00CIIeIOBaHHUH TOCIIe JOCTHKEHHUSI UMU COBepIIeHHOeTHs. [ eHeTnuueckoe
TCCTUPOBAHHUC CIIC TOJBKO BXOJIUT B HAIlY )KU3Hb, [TIOOTOMY €TI0 IOPUANYICCKUEC, OSTUICCKHUEC U
MEAMIIMHCKHE aCTIEKTHI IaJIeKH OT ICHOCTU. TecTupoBaHHE B3POCIBIX C CAMITOMaMU
TEHETUYECKOTO 3a00I€BaHMsI, HOCUTENICH WU JTIOJICH, HAXOSAIINXCS B TPYTIIIE PUCKA, MOKET
UMETH CIIOKHBIE MOCNEICTBUS. MeHee CIOPHBIM TUTIOM T€HETHUECKOTO UCCIICIOBAHMUSI SIBIISIETCS,
BCPOATHO, TCCTUPOBAHUC B3POCJIBIX C CUMIITOMaMU I'CHCTHUYCCKOT'O 32160J'I€BaHI/I$I, a TaKXKE TCX, B
ybell CEMEWHON MCTOPUHM YKE OTMEUATUCh CIydan Takux 3aboneBaHuid. Tem He MeHee, Jaxe
9TOT TUII TCHCTUYCCKOTO TCCTUPOBAHUSA MOXKCT UMCTb HCIIPCACKA3YCMbIC IMMOCICACTBHUA.
Hanpumep, pe3ynbTaThl TECTOB OJJHOTO YEJIOBEKA MOTYT MOCTaBUTh MO BOIIPOC FeHETUYECKUN
CTaTycC APYIUX YJIEHOB CEMBH.

Co001IHUTE JIH 00 DTOM ceMbe?

Bormpoc kpaiiHe cnoxxHbiif. Pe3ynpTaThl TECTa MOTYT BBI3BAaTh Y YeTIOBEKa OECIIOKONCTBO MITH
JETPECCHIo, 0COOCHHO ecii 3 (EKTUBHOTO JICUCHUS BBISIBJICHHOTO 3a00JICBaHMSI HE CYIIECTBYET
WJIM €CJIA 3TO BJIMSIET Ha IUIaHbI IO CO3/IaHUIO CEMBIO. Pe3ynibTarhl TECTA, MOKa3aBIIKUE, OT KOTO
U3 pOAUTENIEH TIepeaasioch 3a00IeBaHNe, MOTYT BbI3BaTh HAMPSHKEHHOCTh BO
B3aMMOOTHOUIIEHUSAX MEXIY POJICTBEHHUKAMHU UJIM YYBCTBO YPE3MEPHOM BUHBI CO CTOPOHBI
poauTens, Yel TeH CcTajl MPUYMHOM Hellyra. B 3ToM cityyae TakKe HaCTOSATEIbHO PEKOMEH Y ETCA
IIOMOLIb TEHETUKA-KOHCYJIbTAaHTA U APYTHUX CIIEI[UATIUCTOB.

4. Kak HacJIeAyI0TCSl TeHeTH4YecKue 32001eBaHus?

3a/10:1T0 A0 MOSBJIEHUS FT€HETUYECKOT0 TecTupoBaHus win nojaHoro nonnmanus JJHK u PHK,
MIPOHMIIATENIbHBIC HAOIIOAATENIN 3aMeYalld, YTO TEeHETUIECKUE OCOOCHHOCTH U MHOTHE
3a00JIeBaHUS MTEPEIaBaTUCh OT OJTHOTO MOKOJICHUS K IPYTOMY IO OTYACTH MPEACKa3yEeMbIM
obpasmam. OHM CTaJId U3BECTHBI KaK ayTOCOMHO- JJOMHUHAHTHBIN, 8y TOCOMHO-PEIIECCUBHBIH, X-
CIETUICHHBIN periecCUBHBIN U X-CLEIUICHHBIN TOMUHAHTHBIN MyTH HacleAoBaHus. YTOObI
MOHATh CUCTEMY IE€PEIAYN HACJIECACTBEHHBIX MTPU3HAKOB, BaM HY’KHO HEMHOT'O Y3HAaTh O
YeJI0BEYECKUX XPOMOCOMaX U O TOM, KaK OHU paboTaroT. XpOMOCOMBI HAXOASTCA MOMApHO B



KJIETOYHBIX siipax. B Ka)KIoM KIETOUHOM SiApe YeIoBEKa MPUCYTCTBYET 46 XpOMOCOM, TO €CTh
23 mapsl. g 22 >Tux nap, IpOHYMEpPOBaHHBIX OT 1-i 10 22-ii, XpOMOCOMBI — OJIHU U T€ XKe€; TO
€CTh OHM HECYT I'€HBI JIJISl OHUX U TeX K€ MPU3HAKOB. OJHY XpOMOCOMY YEJIOBEK IOJTy4aeT OT
MaTepu, APYTYI0 — OT OTHA. 23-5 mapa ABJISAETCS UCKIIIOUEHUEM, OHA OTNpeAeNsieT noi. 23-5
XPOMOCOMHas TTapa OTIUYASTCS B 3aBUCUMOCTH OT ITOJIOBOW MPUHAUICKHOCTH. Y MYXKUYUH B
9ToM 23-i1 mape ectb X U Y XpOMOCOMBI, a y KEHIINH — J1Be X XpoMocoMbl. Kakas xeHmurHa
NoJy4aeT oHy X XpOMOCOMY OT MaTepH U OJHYy X XpOoMOocoMy OT oTia. Kax i MyxunHa
nosydaer X XpoMOCOMY OT MaTepu U Y XPOMOCOMY OT OTIIa. Y XPOMOCOMBI €CTh TOJIBKO Yy
MY>KYHH ¥, (PaKTHIECKH, OHU M OTIPEICIISIFOT MY>KCKOH 1ou1. Ecin My k4rHa niepeaeT CBoeMy
pebeHky X XpoMocoMy U3 3Toi 23-i mapbl — peOeHOK OYyET 1eBOYKOIA, a eclii Y XPOMOCOMY
— peOeHOK OyIeT MabYMKOM. J{JIs MPOSIBIICHUST 2y TOCOMHO-IOMHHAHTHBIX 3a00JIeBaHUN
JIOCTaTOYHO TOJIBKO OJHOM MyTaluu. TepMuH «ayTOCOMHO-AOMUHAHTHBINA THI HACTIETOBAHUS»
MOJJPa3yMEBAET, YTO TeHETHYECKass MyTaIlUsl HAXOJUTCS B ayTOCOME, OJTHOW M3 XPOMOCOM, HE
spisoreiicss X uiu Y XpoMocoMoi. 3aboseBaHue, BBI3BAHHOE TaKOW MyTallMel, MOKET
IPOSIBIIATHCS, JaKE €CITM TOJIBKO OJIHA U3 JABYX IMapHBIX ayTOCOM HeceT MyTanuio. To ecTh
BUJIOM3MEHEHHBIN TeH JOMUHUPYET HaJl HOpMaJibHBIM. B ayTOCOMHO- TOMUHAHTHBIX
3200JICBaHUSX PUCK MOSBICHUS O0JIBHOTO peOeHKA pH KaKoM 3adatuu coctanisier 50%. s
MPOSIBIICHUS Ay TOCOMHO-PEIECCUBHBIX 3a00J1eBaHMi TpeOyroTcs ABe MyTauuu. TepMuH
«ayTOCOMHO-PEIIECCUBHBIN THIT HACTICIOBAHUS» TAK)KE IOAPA3yMEBAET, YTO TEHETHUECKAs
MyTalus HaXOJUTCS B AyTOCOME, OJTHOI U3 XpOMOCOM, He ABIstomencs X uin Y XpOMOCOMOM.
Tem He MeHee, Koria 3a00JIeBaHUE PEIIECCUBHOE, TO JUISI TPOSIBJICHUS €TI0 CUMITOMATHKH
HEOOXO0JMMO HaJIHuKe ABYX T€HOB ¢ MyTanusiMu. CI0BO «peIieCCUBHBIN» TaK)Ke 03HAYAET, UTO
OJTHA MyTAalXs B TE€HE MOXKET OCTaBaThCs HE3aMEUECHHOH B CEMbE B TEUCHNE HECKOIBKIX
nokoJieHuil. MyTalusi OTXOAMT «Ha 3aJIHUN TUTaH», IOKa KTO-HUOYAb U3 YICHOB ATON CEMbH HE
IPOM3BEIET 3aUaThe peOeHKa C YEIIOBEKOM, KOTOPBINA TAK)Ke UMEET MYTAIHIO B TOM XKe
ayTOCOMHOM TeHe. J[Ba periecCUBHBIX TeHa MOTYT MEPEUTH peOEHKY U BbI3BATh MPU3HAKU U
CHUMIITOMBI T€HEeTUYECKOT0 3a00seBanus. IHBIMU CIIOBaMH, PELIECCUBHBIE I'€HBI MOXKHO
MPENICTaBIATh cebe «Ooee cladbIMU», YeM JOMUHAHTHbIE, IIOCKOJIBbKY IS POSIBICHUS
3a0oJeBaHNs HEOOX0IMMO HAIMYHE MYTallUil B IBYX PELIECCUBHBIX I'€HaxX, a MPU JOMUHAHTHOM
HaCJIEIOBAHUU JOCTATOYHO OJTHOIO I'eHa ¢ MyTanuei. Jlroaeit ¢ oMHOoM reHHOW MyTaluen s
3a0oJeBaHui, TpeOYIOMNX BA TAKUX I€HA JUI MPOSBICHUS CUMIITOMOB, HAa3bIBAIOT HOCUTEIISIMU
3aboneBanus. Hocutenn o0bdHO caMu HE OOJICIOT, TOCKOJIBKY Y HUX €CTh 3I0POBBIN
COOTBETCTBYIOILIUHI T'€H B IPYTOM XpOMOCOME Ka)X10M XpOMOCOMHOM napsl. MHorna npu
OMOXMMHYECKOM WM JPYTOM AJIEKTPUUYECKOM HCCIIEIOBAaHUH, a TAKXKE MPHU ONpPeAeTICHHBIX
ycnoBusix (Hanpumep, BO BpeMsi SHEPIHYHbIX PH3MYCCKUX 3aHATHH HIIH TOJIOJIAHUHU) Y
HOCUTEJIeH pa3INYHbIX TEHETUYECKUX COCTOSIHUN OOHApY>KUBAIOT HEKOTOPBIE KIETOYHBIE
aHoManuu. B ayTocoMHO-peniecCUBHBIX 3a00JI€BaHUAX PUCK MOSABJICHUS OOIBHOTO peOeHKa
coctaBiseT 25% npu kaxaom 3adaTuu. Eiie oauH myTh HacaeqoBaHuss — X-CIETIICHHBIN. X-
CIICTIJICHHbIC HApYIIEHUS BO3JICHCTBYIOT HA MY>KYHMH U JKEHILUH 110 pa3HOMY. DTH HapyIICHHS
00yCIJIOBJIEHBI MYTallUSAMU F'€HOB, PACIIOIIOKEHHBIX B X-XpoMocoMme. X-CIEIUIEHHbIE HapyIIEHUS
BJIMAIOT HAa MY)KUYUH CHWJIbHEE, YeM Ha )KCHIIHMH. [IpuunHa 3aKi1r04aeTcst B TOM, UTO Y JKEHIIUH
€CTh JIBe X-XpOMOCOMBI, a Y MY>KYMH — TOJIbKO o/iHa. Ecnu MyTanus HaxoauTcs B reHe X-
XPOMOCOMBI, TO Y KEHIIMHBI €CTh BTOPas, «pe3epBHas» X-xpomocoma. OHa MOYTH BCera HECeT
HOpPMAaJIbHYIO BEPCHUIO I'eHa, KOTOpasi OObIYHO KOMIIEHCUPYET BUAOU3MEHEHHBIN reH. MykunHa
K€ HE pacrojaraeT TaKol KoIueH: ero Y-XxpoMocoMa criapeHa ¢ €IMHCTBEHHOM X-XpOMOCOMOM.
HecMoTps Ha Haymmune pe3epBHOIN X-XpOMOCOMBI, CHMITOMBI X- CIEIIJICHHBIX 3a001eBaHU
MHOT' /1A TIPOSIBIIAIOTCS Uy JKeHIIUH. [Ip1 HeKOoTOphIX X-CHETICHHBIX HAapyIIEHUSIX )KESHIIIMHBI
JIOBOJILHO YaCTO OIMPOSIBIISIOT CUMITTOMBI OOJIE3HH, XOTSI OHU HE CTOJIb CHIIbHBI (MM JICTAJIbHBI),
KakK Te K€ Y My>4rH. HeKoTopble crienuanucTbl UCIOIb3YIOT TEPMUH «X-CLIETICHHBIE
peLecCUBHBIE» JIJISl TEX TUIOB X-CIETUIEHHBIX HAPYIIEHUH, PU KOTOPBIX JKEHIIUHBI PEIKO
IPOSIBJIAIOT CUMIITOMBI, U TEPMHUH «X- CIICTIJICHHbIE JOMUHAHTHBIE» JUISL TEX, IPU KOTOPBIX
JKEHIITUHBI PEryJIIPHO OOHAPYKUBAIOT KaKue-THO0 CUMIITOMBI 3a00JI€BaHUsI XOTS ObI B



Masennen crenedy. JXeHIMH ¢ HE3HAYUTEILHON CUMIITTOMATUKON WK 0€3 Hee, UMEIOIINX OAUH
M3MEHEHHBIN I'eH B X-XpOMOCOME U HOPMaJIbHYIO BEPCHUIO I'€Ha B ApYyroil X-XpoMocoMe,
Ha3bIBAIOT HOCUTEIISIMH X-CLEeIJIEHHOro 3a0oiieBanust. Eciu sKeHIMHa SIBISETCS HOCUTEIEM X-
CIIETUIEHHOTO PElECCUBHOTO 3a00IeBaHMsl, TO PUCK POXKACHUS Y Hee OObHOTO peOeHKa
MYy>KcKoro moiia cocrapiisieT 50%. Ecnu My XK4rHa UMeeT MyTalllio B TeHE U CITOCOOCH UMETh
JETeH, TO ero CHIHOBbAM 0OJIe3Hb HE OyJeT nepeaana, MOCKOJIbKY OHU MOJydaT OT OTIA TOJIBKO
Y-xpomocomy. JIeBOYKH ke MOJTydaT OT OTIa X-XPOMOCOMY M CTaHYT HOCUTEIISIMHU.

MoryT Jiu AuarpaMMsbl HacJieI0OBAHUS MPeEICKA3aTh, KaK 0y1eT BBITJIsSIAeTh MOSI CeMbsl?

Her. B mikone win MEIUIIMHCKUX YUPEXKACHUSIX MHOTHE U3 HAC BUJIETU AUArpaMMbl,
MOKAa3bIBAIOIINE ayTOCOMHO- TOMUHAHTHOE, Ay TOCOMHO-PEIECCUBHOE U X-CIEIIIICHHOE
peueccuBHOE HacaeaoBaHue. K HecyacThlo, 3T AMarpaMMbl OUY€Hb YacTO BEAYT K
HEeIMpaBUILHOMY MOHUMAHHIO. J[MarpaMMbl — 3TO MaTeMaTUYECKHE BHIUUCIICHUS BEPOSTHOCTEH
nepenayr pedeHKy OJHOTO WIH APYTroro reHa u3 mapbl TeHOB B MIPOIECCE KOHKPETHOTO 3a4aTHsl.
A 9TO BCe paBHO, UTO MPEACKA3bIBATh, YIAJICT JIH MTOJAOPOIICHHAS] MOHETKA KOPIIOM> WIIH
«penikoit». [Ipu kaxxaoM Opocke MOHETHI IIIAHC TOTO, YTO OHA MPU3EMITUTCS B OJHY U3
yKa3aHHBIX MO3UIUH, cocTaBsieT Beeraa 50%. Eciu BBl mogkuHETe MOHETKY 6 pa3, TO MOXETe
MOJyYUTh COBEPIICHHO pa3Hble KOMOMHALIMU: BCE TIAJICHUS MOTYT OBITh «OPJIOM»; HIIK 5 MOHET
— «OpJIOM», a OJIHAa — KPEIIKOW»; WU K€ 4 MOHEThl — «PELIKOI», a IBE — KOPJIOM» U T.II.
DaKTUYECKH, KaKI0€ MOA0pachIBAaHUE MOHETHI JaeT HOBYIO BeposATHOCTH: 50% «oprom» u 50%
— «pemkoit». Bropoe moxgOpackiBaHre HE B MaJICHIIIeH CTETIEHH HE OyAeT 3aBUCETh OT IEPBOTO,
TPEThE — OT MEPBBIX JIBYX, a IIECTOE — OT MPEABIAYIIUX MATH. T0 K€ camoe MPOUCXOAUT U MPHU
3ayaTud. Eciiu BepOsATHOCTH Mepeadn ONpeIeIeHHOro TeHa (CKakeM, reHa B X- XpOMOCOME ¢
MyTalueil U reHa B Apyroi X-xpomocome 6e3 MyTtarun) coctariseT 50% i Kaka0ro 3a4aTus,
TO HIaHCHI 3TH Beerna OymayT 50%-Mu, He3aBUCUMO OT TOTO, CKOJIBKO y Bac Oyzer aereil. He
TONIKYHTE AuarpaMmy HempaBuibHO! Eciiv Ha Hell HaprcoBaHO, YTO TOJIBKO OJIMH U3 ABYX JAeTel
HacjeayeT 3a00JeBaHre, TO 3TO HE 3HAYUT, UTO B CEMbE C YETHIPEMS JIETbMHU JIBa peOeHKa OyayT
3I0POBBIMH, a 1Ba — OOJIBHBIMU. B Tarpamme mpecraBlieHa MaTeMaTHIeCcKasi BEpOSTHOCTD.
[Tomo6HO TOMY, KaK MPH MIECTH MOAOPACHIBAHUSIX MOHETKH BCE IIECTh Pa3 MOXKET BBINTACTh
«OpeI», BBl MOYKETE UMETh IIECTEPHIX IETei, KOTOPbIe YHACICAYIOT (MM HE YHACIEAYIOT)
neheKTHBINA T'eH.

Kak Bce 3TO NPOMCXOAUT B 1eliCTBUTEIHLHOCTH?

B peanbHOi1 )KM3HM HEBO3MOXKHO MPECKa3aTh, KaKhe reHbl OyIyT MepeiaHbl KakoMy peOeHKY
pH KaxaoM 3adatud. [IbITaThes MpeacKa3aTh 3TOT packiaj — BCE PaBHO, YTO MBITATHCS
yrajgaTh UCXOJ1 JF000r0 KOHKPETHOTO MOJIKHU IbIBAaHHSI MOHETKH. J{axke eciu o01iast BEpOSITHOCTh
— 50 mpouienToB «opaoM» 1 50 MPOLIEHTOB — «PEIIKON», BBl MOXKETE MOJIYYHTh IECTh
«opnoB» noAapsa. /laBaiite pacCMOTPUM KOHKPETHBIE IPUMEPHI TOTO, YTO MOTJIO ObI CIIyYUTHCS B
peaNbHBIX cuTyanusx. B quarpamme 1, muarpamme 2 u guarpamme 3 mpeCTaBICHBI
poaocioBHBIE Tpex cemeit. Co3aaTh M0100HOE POJTOCIOBHOE JIPEBO MO Ballleld CEMEHMHON
HCTOPUU MOXKET T€HETUK WJIM KOHCYJbTAHT-TeHETHK. UTO MOKET MPOU30UTH B CEMbE C
muoauctpodueii Jromenna (quarpamma 1) Mermieunast auctpodust romenHa — 310 X-
CBSI3aHHOE 3a00JIEBaHUE, IPU KOTOPOM YKECHIIUHBI PEIKO MPOSBISIOT CAMITOMEI 3a00I€BaHMS,
HO SIBJISIFOTCS €r0 HOCUTEIbHULIAMU. MaTh B CEMbE SIBISIETCS HOCUTENEM. /[Boe ChIHOBEM B 3TON
ceMbe 00JIBHBI MUOAUCTpOdHEe JlfoleHHa, TOCKOIBKY Kbl U3 HUX MOIYydrI X- XPOMOCOMY
¢ MyTaIen ot Matepu. B ceMbe Takke ecTh J1049b, KOTOpash yHacjenoBajaa oT CBOel MaTtepu X-
XpoMocomy ¢ MyTarnuei. Jlous He 00JbHA, HO SBISETCS HOCUTENeM. J[oub BhITIIIA 3aMyXK 3a
MY>KYUHY, Y KOTOPOTrO HET MyTaliu B reHe. B cembe nosiBunucey 4 nouepu. Tpoe u3 HUX He
MOJTYYUITH OT MaTepy MYTallMIO B T€HE, HO OJ[HA U3 HUX YHacjenoBaia Ne()eKTHbIN reH U cTaia
HOCHUTENIeM 3a00JieBanms. UTO MOXKET MPOU30UTH B CEMbE CO CITMHATILHOM MBIIIEYHOU aTpoduei
(muarpamma 2) CrivHajbHasi MbIILICUHAs aTPO(Us — ITO ayTOCOMHO-PELIECCUBHOE 3a00JICBaHUE,



MEPEHOCUMOE TISTONW XpOMOCOMOii. B naHHOM ceMbe 00a poauTest SIBISIOTCS HOCUTEISIMU
MYTalllU B XpOMOcoMe 5. Y HUX HET CUMIITOMOB 3a00JIeBaHUs, IOCKOJIBKY JIJIsl IPOSIBICHHUS
peneccuBHOro 3a00JIeBaHNs HEOOX0IMMO HAaJIM4ME ABYX MyTaluuid. B cembe ecTh 1Be no4epu u
OJIMH ChIH. Bce oHM yHacnenoBanu neekTHBIN TeH ¢ MyTalueil B XpOMOCOME 5 OT KaXI0ro
poawutens. [loaTomy Bce 3Tu 1eTH 60bHBI. BOJIBHOM CBHIH KEHUJICS HA 3I0POBOM *KeHITuHe. Bee
UX JIETH SIBISIOTCS 3JJ0POBBIMU HOCUTENISIMH CITMHAIBHON MBIIIEYHOM aTtpoduu. OHu
yHAacJeI0BaJId XPOMOCOMY 5 ¢ MyTalllel OT CBOETO OTIa U 0e3 MyTaluu — OT MaTepu. Bee
JETH 3TOTO MY»XYHMHBI YHACIEIYIOT XPOMOCOMY 5 ¢ MyTaIfei, MOCKOIbKY OHU JOJKHBI
HOJYYHUTh OJTHY XPOMOCOMY 5 OT OTIIa, a 00€ OTIIOBCKHE XPOMOCOMEI COZIepKaT MyTanuio. Jletn
HE yHaCJIeyIOT 3Ty MYTAIUIO OT MaTepH, OCKOJIbKY OHA HE ABJISIETCSI HOCUTEJIEM 3TOT0
3a0oneBaHus. YTO MOXKET MPOM3OUTH B CEMBE C MUOTOHHYECKON MBIIICYHON TUCTpOduen
(mmarpamma 3) MHOTOHHYECKAsT MBIIIICYHAS TUCTPOPHS — TO Ay TOCOMHO-TOMUHAHTHOE
3a0oJeBaHue, MepeHocuMoe Xxpomocomoit 19. B manHoi# cembe y OTIIa ecTh MyTanus B ero 19-oi
xpoMmocome. Ero kBajipaTuk 3akpanieH, OCKOJIbKY Y HErO €CTh CUMIITOMbI MUOTOHUYECKOM
muoauctTpoduu. [TockoapKy B 0/1HOM U3 ero xpomMocoM 19 copepikutcst MyTanus, a B Jpyroi —
HET, TO OH MOXET MepeAaTh CBOUM JICTSAM JI00YI0 U3 HUX. MyKunHa )KEeHUTCS Ha 37J0POBOM
xenmuHe. K coxanenuio, Bce Tpu ux peOeHka (OMH ChIH U JIBE JOYCPH) YHACICIOBAIH OT
cBoero otia xpomocomy 19 ¢ myrarueii. UtoObI BbI3BaTh 00J1€3HB Y BCEX JIETEH, I0CTATOYHO
OBLTO aXke 0HOM AToM MyTanuu. OiHA U3 OOJIBHBIX JOYEPEH BBIILIA 3aMYXK 32 3JI0POBOTO
MyxuuHy. K c4acTpto, HUKTO U3 MX JeTel (IBa ChIHA U OJHA I0Yb) HE MOJYYHIH OT CBOCH
Matepu xpomocomy 19 ¢ myTarmeit. Xpomocoma 19 ux oTiia He COAEPKUT My TaIUH.

IHouemy 3a00/1eBaHHe HA3BIBAETCH FTEHETUYECKUM, €CJIM HA Y KOI'0 M3 CEMbH €ro paHblile He
0bLI0?

DTOT BOIPOC OUYEHb YACTO 33JAI0T JIIOJIU, KOTOPHIM MOCTABWIM IMarHO3 TEHETHUYECKOTO
3a00JIeBaHus, U POJUTENH, Y KOTOPBIX poamiics 00bHOM pedeHok. «Ho, 1oKTOp, B HalIeH cembe
HUKOT A He ObU10 HUYero nogooHoro! Kak sxe toraa 00y1e3Hb MOXKET OBITh TEHETUUECKOM?», —
B HEJIOYMEHUU BOCKJIMIAIOT OHU. J[€MICTBUTENIBHO, B ’TOM BOIPOCE €CTh M3-3a YETO 3aIyTaThCSI.
OueHb YacTo reHeTrueckoe (MM HACIeICTBEHHOE) 3a00JIeBaHNE BCTPEUACTCS B CEMbE, B
KOTOPOH paHee OHO HUKOTJa HE OTMEUYalioch. [IponcxoauT 3To 4acTo u3-3a MeXaHu3Ma
pereccuBHOro HaclienoBanus. [Ipu TakoM Tune Hacae10BaHUs JIs MOSBICHUS CUMIITOMOB
3a00y1eBaHUsI HEOOXOAMMO HAJIMYUE JIBYX MyTaHTHBIX T€HOB. EMMHUYHAS TeHETHYECKasT My TaIus
MOTJIa IPUCYTCTBOBATh B CEMbE U B TEUEHUE JJIUTEILHOIO BPEMEHHU MepeaBaThCs
MOCJICTYOIIAM TTOKOJICHUSAM. M BOT OJTHAX bl MOXKET MOSBUTHCS PEOCHOK, KOTOPBINA YHACIEAYET
BTOPYIO MYTAIIHIO C APYTOi CTOPOHBI ceMbU. Tak M BOSHUKAET reHETHIECKOe 3a00IeBaHUE.
CXoaHbIl MEXaHW3M OTMEUACTCS U MPHU B X-CIEIVICHHBIX 3a00IeBaHUsAX. B TeueHne MHOTHX
IIOKOJICHUH JKEHILIUHBI CEMbU MOT'YT IIEPEHOCUTH MyTalMio B X-xpoMmocome. Ho 3to
T€HETUYECKOE HapyIIeHne OyIeT CKPBIThIM, HE MPOSIBIISIONIEMCS B BUE O0JIE3HU JI0 TEX IO,
[I0KA Y OJIHOM M3 JKEHIIUH HE POJUTCS MAJIbUYMK C YHACJIEI0BaHHOW MyTanuel B reHe. Camu
JKEHILMHBI PEJIKO MPOSBIISIIOT CEPhE3HBbIE CUMIITOMBI TPU X-CLUEIUICHHBIX HApyLIEHUsIX. [[pyroii
MyTh, IO KOTOPOMY PEOCHOK MOKET MOTYUYUTh JOMUHAHTHOE WK X-CIIeTNIeHHOE 3a00JIeBaHue,
HUKOT/Ia paHEee HE OTMEYABIIIEECS B CEMbE, TPOXOIUT IO CIEAYIOLIEMY ClieHaput0. B ogHOM min
HECKOJBKHX OTI[OBCKUX KJIETKAX CIIEPMbI UJIM B MATEPUHCKHUX AUIIEKIETKAX MPOUCXOIUT
MyTaIys. Takyro MyTaluo HEBO3MOXHO OOHAPYKUTh CTaHIAPTHBIMH MEIUIIMHCKUMH TECTAMH,
naxe tectamu J{HK, koTopble B OCHOBHOM MPOBOAATCS MO KJIETKaMm KpoBH. Tem He MeHee, ecliu
ATOT KOHKPETHBIN CIIEPMATO30MI WM 3Ta KOHKPETHAs SUIIEKICTKA y9acTBOBAJIM B 3a4aTHH, TO
pebeHOK HacleayeT reHeTuueckoe 3aboneBanue. Takoil cueHapuii — He peakocTh. [lo HegaBHUX
1op, Korja y poauTesieii 63 reHeTHIeCKUX 3a00JICBaHUN M ¢ YCTAHOBJICHHBIM CTaTyCOM «HE
HOCUTEJIEH», poXkJIaics peOCHOK ¢ TeHETUYECKUM 3a00JI€BaHUEM, X YCIIOKAUBaJIH, YTO My TaIIHsI
MPOU30IILJIa CIOHTAHHO B €IMHCTBEHHOM CIIEPMATO30M/IE WIH €IMHCTBEHHOU SUIICKIIETKE,
MO3TOMY MTOBTOPEHHE 3TOTO MPAKTUYECKU HEBO3MOXKHO. K HecyacThio, 0COOEHHO B Cyvae C
nuctpodueit J[romenHa, 3To yTBepKIeHHEe 0Ka3aloch HeBepHbIM. Celiuac Mbl 3HaeM, YTO MHOT/Ia



MyTalMel MOKET ObITh MOpa)keHa OoJjiee yeM OJiHa sIIeKIeTKa. DTa MyTalusl He BbISBIISIETCS HU
B TECTAaX Ha HOCUTEJILCTBO, HU B KJIETKAaX KPOBU MAaTEpU. JTH JKEHIIVHBI MOTYT POJUTH
HECKOJIBKO JieTel ¢ MuonucTpodueii J{romenna, mocKoIbKy JUIsl 3a4aTH MOTYT UCTIOIBb30BaThCS
nocleaAyIonue SHIEKIeTKH ¢ MyTalieil. B HeKOTopoM cMbICie 3TH MaTepH IeHCTBUTEILHO
ABJISIOTCS HOCUTEJISIMU, HO HOCUTEJISIMH TOJIBKO B OT/IEIbHBIX CBOUX KieTKaxX. X MoxxHO
HA3BaTh «YaCTUYHBIMU» HOCUTEISIMHU, I MO3aUYHBIMU HOCUTENISIMU. B 3TOM cilyuyae OleHUTh
TOYHBIM pUCK 3a00JIeBaHUs OUEHb TPYAHO. BecbMa BEposATHO, UTO MOJ00HAs CUTyalus
BCTPEUAETCs B IPYTUX HEPBHO-MBIIICYHBIX T€HETHUECKHUX 3a00JI€BAHUSX, XOTs OOJIBIIIUMHCTBO U3
HUX U3y4YeHBl HE TaK XOpOIo, Kak auctpodus romenna. Hampumep, HECKOIBKO
CIIEPMAaTO30MI0B WIH SAUIEKIETOK MOTJIM BbI3BaTh JOMUHUPYIOLIUE MYTalllU Cpazy y
HECKOJIbKUX JieTeil B ceMbe. [Ipu perieccuBHOM 3a0oseBanuu (Harpumep, CIIMHAIBHON
MBIIICYHON aTpoduK) peOEHOK MOXKET YHACIESI0BATh OJHY MYTAIIUIO OT POUTEIS,
ABJISIOLLETOCS OJHBIM HOCUTEJIEM, A 3aTE€M IOJIyYUTh BTOPYIO TEHETUYECKYIO MYTALIUIO OT
JPYroro poguTelis, MO3au4HOro Hocutenst. CTaHJapTHBIM TECT Ha HOCUTEIBCTBO HE BBIBUT Y
MOCIICAHETO POIUTEIS HAJTMYNE KaKUX-THOO reHeTHIecKux mpodiem. CriemyeT 0co0o
MOTYEPKHYTh, UTO MPH OLIEHKE PUCKA 3a4aThsi OOJILHOTO peOeHKa HElb3sl MOJTHOCTHIO
[0JIaraThbCs TOJIbKO HAa TEHETUUECKHUM TECT, UCCIEAYIOLINI KPOBSHbIE KIETKHU U MOKA3bIBAIOIIHH,
YTO POIUTENH HE SIBISIETCS HOCUTENeM. MyTalisl MOXET MPUCYTCTBOBATh B KJIETKaX, KOTOPhIE
He OBLIM MPOTECTUPOBAHBI, HAIIPUMED, B CIIEPMATO30H/IE HITH B AUIEKIETKE. B TakoMm cirydae
€CTh PUCK POXKACHUS Ooiee 0JHOro 00NBbHOTO pedeHka. Eciu y Bac yke ecTh peOeHOK ¢
FEeHETUYECKHUM 3a00JIEBaHUEM, TO AJIs IUTAHUPOBAHMSI CIEAYIOLIUX 3a4aTUN HEMPEMEHHO
o0OpaTuTech 3a KOHCYJIbTAIlUEH K TeHETUKY-KOHCYJIbTAHTY, YTOOBI OCMBICTUTh U OLICHUTH
BO3MOJKHbIE PUCKU. B pa3nuuHbIX 3a00J€BaHUSX PUCK TOBTOPEHUSI MyTallMH Pa3IUUCH.

Bce tpu hopmbI ipeAcTaBisOT cOO0M ayuiebHbIE BApUAHTHI MyTanuii ogHoro rena SMN
(survival motor neuron), kaprupoBarHoro B Jiokyce D55125 (5013) u uneHTUGUINPOBAHHOTO
METOIOM MO3uIMoHHOr0 KiaonupoBanus B 1995r (Lefebvre et al. 1995). B aroii moka
€IMHCTBEHHOI paboTte nmokaszano, yto reH SMN pasmepom Bcero 20 000 m.o. coctouT u3 8
sk30HO0B. MPHK sToro rena comepkut 1 700 m.0. 1 KogupyeT paHee HEM3BECTHBIN Oenok u3 294
AMUHOKHCIIOTHBIX OCTaTKOB ¢ MOJICKYJIsipHBIM BecoM 32 Kuno/lanpToHa. ['en ayrnmupoBaH.
Ero xomus (BO3MOXKHO BapuaHT TICEBOIEHA) pacroiaraeTcsi HECKOJIBKO OJIMIKE K LIEHTPOMEpE U
otnuvaercs ot reHa SMN HanuureM 5-u TOYEUHBIX MyTaIlHiA, TO3BOJISIONINX OTIIMYUTH 00a reHa
myTeM aMIUTUUKAITIU 9K30HOB 7 U 8 1 ux uccienoBanueM MetogoM SSCP ananmmza. ['en
Ha3BaH cBCD541, no ananoruu ¢ nepBoHavaibHBIM BAPHAHTOM HA3BAaHUS JUISl TEJIOMEPHON
koruu, To ecTh reHa SMN, tBCD541. 'en cBCD541 skernipeccupyercsi, HO B OTJIMUKE OT reHa
SMN ero ¢/IHK nozasepraercst anbTepHATUBHOMY CIUIAHCHHTY C yTpaToi 3k30Ha 7. OTCyTCTBHE
rera SMN (tBCD541) y 93% 6omnpubix (213 u3 229), ero paszopsannas (interrupted) ctpykrypa
y 13 o6cnenoBanubix maueHToB (5.6%) n Hanu4KMe cepbe3HBIX MyTAIMd Y OCTABIIUXCS 3-X
OOJIBHBIX J1aJli OCHOBAaHHE UMEHHO JTAHHYIO TEIIOMEPHYIO KOTIHIO TeHa CYATATh OTBETCTBEHHOM
3a 3abosneBanue. CyliecCTBEHHO OTMETHTD, YTO LIEHTPOMEpHask KoMK reHa oOHapyskeHa y 95.5%
OOJIBHBIX, TOTJ]a KaK OTCYTCTBYET OHa TOJbKO y 4,4% mnanueHToB. B HemocpeacTBeHHOH
Om30CcTH OT TemoMepHoTro KoHna reHa SMN uaeHTuGUIUPOBaH eIie OJJuH TeH —TeH OeKa-
MHTHOUTOpA 3aporpaMMUpPOBaHHON rudenu Heriporos (neuronal apoptosis inhibitory protein -
NAIP). IIpu Tsoxensix kiunaHYecKux popmax CMA (Tum 1), 00yca0BIEHHBIX JACICIUSIMH, I10-
BUIUMOMY, Hepeako npoucxoauT yrpata reHa NAIP. CornacHo runorese aBropoB CMA
BO3HHMKACT MIPU TOMO3UI'OTHOM COCTOSIHUU MyTaruii (00braHo-nenernuii) B rene SMN, mpu sTom



paznuuus Mexay Gopmamu CMA onpenenstoTcst 1ByMsi OCHOBHbIMH (pakTopamu: 1. unciom
xonuii rena CBCD541 (1Be —B citydae Tuna | 1 yeTbipe (BO3HUKAIOIINX BCICACTBUE KOHBEPCUU
mexay SMN u cBCD541) — B ciiyuae Tuna 11), 2. nanmuuuem uim otcyterBueM resa NAIP.
Cpenu Bcex o0cnenoBaHHbIX CMA-00NIBHBIX HE OOHAPYKEHBI CIIy4an OJHOBPEMEHHON
nenenuu o0oux romojorndHeix reHoB - SMN (tBCD541) u cBCD541,4to yka3bIBaer, 1o
MHEHHIO aBTOPOB, Ha TO, UTO Takas abeppalius JOHKHA MPOSBISATHCSA KaK TOMHUHAHTHAS JIETalb
erie B sMOprorenese. HekoTopsie motoskeHust 3TOH, 6€3yCI0BHO, OCHOBOIIOIATAIONICH paOOThI
b paHIly3cKHX aBTOPOB, MO-BUANMOMY, €IIIe TPEOYIOT yTOYHEHHs, OJIHAKO, yKe ceiiuac oHa
czelana BO3MOXHOU MIPSIMYTO MOJICKYJISIpHYIO muarHoctuky CMA y 98,6% 6osbabIX. C 3TOM
[EJIbIO MPOBOUTCS aMILTU(UKALNS SKOHA /, KOTOPBIA OTCYTCTBYET Yy MOAABIISIONIETO
OounbimHCTBA 00BHBIX. HOopMasbHbIii 3k30H 7 (ren SMN) nuddepeHupyoT oT MyTaHTHOTO
BapuanTa (rea CBCD541) ¢ momormipio SSCP ananuza. [Ipr HEOOXOAMMOCTH BO3MOXKHA
kocBeHHas auarHoctuka —IILP ananu3 munykineoruansix (CA) nmosropos JJHK mokycos
D5S125; D5S112; D5S127; I1[1P®-ananu3 ¢ ¢puankupytommmu JJHK-30a1amu MU, 105—RA,;
153— GT.



