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Title: Incurable disease — the way to death or the beginning of a new life?
Heunzuaeunmasn 00J1€3Hb — nyTh K CMEPTH WJIN HAYAJO0 HOBOJi *KU3HH?

Ha ceromHsmHuii J1€Hb, HECMOTPST Ha CTPEMUTEIbHBIE TEMIIBI Pa3BUTHS
MEIUIIMHBI, BCE emé ocraércs OoJIbIIOe KOJIMYECTBO 3a00JICBaHUM, TEpe
KOTOPBIMH Bpadyu O€CCHIbHBI. B HX 4YHMCIO BXOJAT KaK BpPOXIEHHBIE, TaK U
pUOOPETEHHBIE HEYTH.

bopnOa ¢ Takumu BceM u3BecTHbIMU Oose3HsiMu, kKak CIIN/I, pak, uaér BOT yxe
MHOI'O JIET, pe3yJbTaT €€ HaJIUIO: JIIOU, paHee 0OpeuéHHbIE Ha CMEPTh, CETOHS
IOJIYYWJIA BO3MOXXHOCTh BEPHYTHCS K IIOJIHOLEHHOM Xu3HH. Kpome Toro, mo
IIPOTHO3aM YYEHBIX BCKOpPE BCE TE€ OOJIE3HM, YTO CErOfHS 3By4aT, KakK IPUTOBOP,
OyAyT U3J€UNMBIMH.

OpnHako, 4TO HACUET PEIKUX TEHETHYECKUX MyTanui? MHOrue nu3 HUX MPUBOIAT K
POXKACHUIO JET€H C OTKIOHEHUSAMH, KOTOpPbIE IIPAKTUYECKH HE IOAAAI0TCA
HUKAKON KoppekTupoBke. HMccnenoBanuss B 00JacTM T€HETUKM B OCHOBHOM
HAIIpaBJICHbl HA NPEIOTBPALICHUE POXKACHUSA TaKUX JAETEH, T.K. IPU OTPOMHOM
KOJIMYECTBE M3BECTHBIX MYTAllUi, BCTpEYAETCS KaxKJasd W3 HHUX JHIIb Y
HEOOJIBIIOr0 MPOLEHTa JIIOJIEH, YTO JeNaeT HEONpaBJaHHO JIOpOrod U
HHEepro3aTpaTHON pa3palbOTKy creuupuyeckux MeTonoB jedeHus. CIoKHOCTU B
U3YYEHUU TEHETHKM YEJIOBEKa COMNPSHKEHbl M C 3THUYECKHUMHU NpodsieMamu:
BOIIPOCBI O BO3MOXHOCTH TIE€HETUYECKOM MOAu(UKAIMK 4YelloBeKa, 00
UCIIOJIb30BaHUU 4YEJIOBEUYECKUX HMOPHOHOB U aOOPTHBHOIO Marepuaia B
MCCIIEOBAHUSIX BBI3BIBAIOT MHOKECTBO CIIOPOB.

[TocpeacTBam npeHaTalbHOW AMArHOCTUKU B benapycu exerogHo BwisBisercs 3,5
ThIC. TOPOKOB pa3BUTHs. IJT0 45% oT o00Iero 4yucia 3aperucTpUupOBaHHBIX
XPOMOCOMHBIX OoJie3Her, a 1mo TsoKkEIbiM Gopmam — oyt 100%. Ilpu 3TOM
JIaJIeKO HE BCE MOTEHIMAJIbHBIC POJUTENIM TOTOBBI COBEPIIUTH abOpPT, y3HAB O
MEPCIEKTUBE POAUTH pPeOEHKa ¢ THKENBIMU OTKJIOHeHUsIMH. Jla U He Bce
CYTNIPYKECKHE TIapbl UMEIOT BO3MOXXHOCTh OOpAaTUTHCA B IIEHTPHI, 3aHUMAIOIIHUECS
MPEHATAJIbHOW ITUArHOCTUKON. MHOTHE J1a’ke HE NOTaJIbIBAIOTCS O CYIIECTBOBAHUU
OHBIX U UMEIOT BEChbMa CMYTHOE€ MPEJICTABIIEHUE O T€HETUYECKUX 3a00JIeBaHUSIX.
Bcé sTto Bkyme ¢ HeBO3MOxkHOCThIO Ha 100% mpencka3arb, KakuM pOIUTCS
peOEHOK, MPUBOJUT K TOSIBJICHUIO HA CBET TSHKEJIO OOJIbHBIX JETEH.

[IporHo3el 1711 OONBIIMHCTBA W3 HUX HEYTEUIUTENbHBI: KOPOTKas >KU3HB,
HEOTHEMJIEMOM YacThblO KOTOPOH OynyT OOJIbHUIIBI, OMNEpPAlUh, MHOXECTBO
MEAMKAaMEHTOB. MHOrMe JAeTh Mpu STOM CTPajaloT oOT (usuueckor 0o,
BBI3BAaHHOM TEM WJIM UHBIM COIYTCTBYIOIIUM 3a00JE€BAHUIO CUMIITOMOM. B pacuér
HY’)KHO TPHUHHMATh W JYyIIEBHYIO OOJb: KAakOro 3TO, PacTd OTOPBAHHBIM OT
oOIIECTBa, CBEPCTHUKOB, HE HWMETh BO3MOXXHOCTH pEaM30BBIBATHCS B



aOCOJIFOTHOM OOJBIIMHCTBE Cep YETOBEUECKOM NEATEIbHOCTH, OCO3HABaTh, KAK
TSOKENNO Aa€Tcs POAMTENSIM Takas >KU3Hb...A BeOb €CTh U Takhe O0Je3HH, Npu
KOTOPBIX JETH HUKOI/AA HE NMPUAYT B CO3HAHUE, OHU OCTAKOTCSA B 3TOM MHpPE JIMIIb
Onmarozaps ammaparaMm >kKu3HeoOecreueHus. BaXHO ydHTHIBaTH W T€ yCIOBHS, B
KOTOpBIE€ NOMAJAI0T CEMbHU € TakuM ropeM. OTcyTcTBUE 0e30apbepHOIl cpenbl U
BO3MOXKHOCTH Y POAUTENEH HAHATh CUJIEIKY/HSIHIO, YpE3MEPHO MAJICHbKUE TIEHCUU
JUIsL JIeTed C WHBAJIWIHOCTBIO, OTPOMHBIE MPOOJIEMBl MpPU TONBITKE HAWTH
CIIOHCOPOB ISl OOBEAUHEHMM, 3aHUMAIOIIMXCA TAKUMH JETbMH, — BOT Ta
peanpHOCTh, B KOTOPOM IIPUXOJWUTCS BBDKUBATH JETSIM C T'€HETUYECKUMU
3a00JIeBaHUSAMU U UX pOAUTENSIM. MIcX0as U3 BCEro BBIIIEHANMCAHHOTO, BOSHUKAET
BOIIPOC: a UMEET JIM BOOOIIE CMBICI MOAJAEPKUBATh TaKyto ku3Hb? He rymannei
JM 3BTaHa3us cpasy mnocie poxaeHus? KoHedyHO, dBTaHa3us HE COOTBETCTBYET
psny TeX NIPUHIMIIOB, KOTOPBIM Bpauu JOJDKHBI cienoBaTh: «He HaBpenu!»,
«TBopu nobpo» u T.4. [la u npaBo He HapywmaTh 3anoBeab «He yOuii!» y Bpaua
Takke umeercs. Ho pasBe sBiserca «I100pom», «OTCYTCTBHEM Bpea» KU3Hb
takux gerei? CropaBeIMBO JIM OOpekaTh WX Ha CTpajgaHus? A BeIb BMECTE C
HUMU CTPAAAlOT U UX Onu3kue. J{Jis Moucka OTBETOB HAa 3TH BOMPOCHI pACCMOTPUM
JBa Cllydas: >KU3Hb J€BOYKHM CO CHUHaJIbHO-MbIIIeuHOW arpodueit (CMA) u
MaJlbuuKa, 00JIBbHOTO OYJUIE3HBIM SITUAEPMOIIU30M.

Sna I'epuna — xutenbHUIA TOpoaa MUHCKA, KOTOpOW 15 MIOHS MCHOJHHIOCH 8
JIET, U OHA HaBPSJ JU JOKUBET 0 coBeplieHHONeTHs. SlHa 6onpHa CMA BTOpOTO
tuna. [lo mepe nporpeccupoBanusi 3a007€BaHUA MBIIIIBI PeOEHKA MOCTENEHHO
OTKAa3bIBAIOT, B TOM UYMCJIE U JbIXaTEJbHbIE, B PE3YJIbTATE YEr0 HACTYIIAET CMEPTH
OT acpuKcHUu.

Mawma SIab1, AHHA, - co3aTeNbHAIA 00beTMHEeHU «I 'eHOM» IS ceMel, TIe ecTh
JeTU C PEIKUMH HEU3JeYMMbIMU TEeHETHYECKMMHU 3abosieBaHusMH. Ero
MOJOTICYHBIMH, BKJItOUast SIHy, siBasitoTcs 58 mereid. «I'eHOM» — croco0® BBIKUTH
JUISL TAKUX CeMeH, MojaepkaTh APYr Apyra, 00poThCs 3a OJaromoyiydyue CBOMX
JIETEN, 3a UX, IYCTh U HEMPOJOJLKUTEIIBHYIO, KU3Hb. «/la, y HAC KPaTKOCPOUYHBIC
netu. Jla, mekapcTBa HeT. S ke cama He 3Haro, KOrja M KTO U3 JAeTeu yuaer. Bor
TOJBKO B MPOLUIOM TOJy OJHA 3a OJHOW JBE [EBOYKH YIUIM — IMPOCTO
MOAXBATUIN TIpocTyay. M ecinu Obl Buepa peOCHKY KTO-TO IOMOT, TO CETOJHS OH
ObLT OBl )KUB, U HE MPOCTO KUB, a OH ObI, MOXKET, €lle HECKOJBKO JIET MPOXKMWI. A
MOXET, J0 KOHIIAa HWCMBITAaHWM JOXKWUJ Obl, U Yy HEro ObuUia Obl Hajexkda Ha
HOPMAJIBHYIO KHU3Hb, ITYCKall AK€ KOJSCOYHHKOM. S HE MO3MUHUOHHPYIO TO,
yTOOBl BCE MPUBBIKIM K TOp0. S MO3UIMOHUPYIO TO, YTOOBI MPUHUMAIH, YTO
pasHble cUTyanuu ObIBatOT. M Bce MBI JIFOJIU, U BCE MBI JOCTOWHBI HOPMaJIbHOU
MOJHOLCHHON KU3HU U HOPMAJIBHOTO, YEJIOBEUECKOTO OTHOUICHUS», — TOBOPUT
Amnna.



Tak 3a uTo xe oHa Oopercsa? 3a Hamexay. 3a Oyayiiee, re TaKhue «0COOCHHBICY
JIeTH, KaK SHa, CMOTYT UTh, KaK U BCE OCTAJIbHBIE, «0OBIYHBIC» AeTH. [lycTh Ha
ceronusHuN 1eHb CMA, Kak U COTHU JIpyTHX 3a00JIeBaHUN HE jeunTtcs, a SHa
HE CMOXET BCTPETUTh CBOMl BTOPOM IOOWIIEH, oJHaKo Ojaromaps TOMYy, 4TO OHa
KUBET, UTO OHa M €€ Mama HE CHAlTCI, COXPaHSAETCS IIAaHC TOTo, 4YTO OyayT
BECTHCh HCCleloBaHUA U OyaeT wu300petéH cmocoO6 Jeuenus CMA.
[lonTBEpXKAEHNEM TOMY SIBJIAETCS CIEAYIOIIUN CIIydau.

bymnésnsnii snuaepmonns (bD wnm «60ne3ubp 6ab04ukn») — Tpynmna 3a00JeBaHUM,
XapaKTEpU3YIOMIascss 00pa30BaHHEM ITy3bIpEil M IpO3Uil HAa KOXKE M CIU3UCTHIX
000JI0YKaX, PaHUMOCTBIO KOXXH M €€ YyBCTBUTEIBHOCTHIO K HE3HAUYUTEIBHOU
MeXaHU4eCKoi TpaBme. [0 HeaBHETO BPEMEHU CHENH(PUISCKOrO JCUSHHS 3TOTO
3a00JIeBaHus HE cylIecTBOBajo. [Ipy morpaHMYHOM €ro THIE OOJIBIIUHCTBO ACTEH
ymupaio emeé B mianeHdectse. Ho manpunk Xaccad BeDKWI. OH JUIIAJICS TOYTH
BCEr0 HNUAEPMHCA, CTpajgal OT AUCTPOPUU, U €My NOCTOSHHO ObUI HY>KEH
MopduH. 3aTo ceiiuac cemmieTHHH XaccaH YYHTCA B IIKOJE, 3aHUMAeTCs
CIIOPTOM, a C €r0 KOKH MCUE3IH ITy3BIPH.

Takue mopa3uTeNbHbBIE HM3MEHEHUS NPOU3OLUIM Onarogaps COTPYIHUYECTBY
HEMELKUX U UTATbIHCKUX YUYEHBIX, KOTOPBIE 2 rofa Ha3aJ NEPEeCcauiii MaJbuyuKy
KOXY. Otomy COOBITHIO [IPEALIECTBOBAIN HEyJauHbIe MONBITKA
TPaHCIUIAHTHPOBaTh XacCaHy KOXYy OTIA, UCKYCCTBEHHbIEC aHanoru. llocinennuii
rojJ mepea dSKCIEPUMEHTOM TOAJIEpKAHUE JKU3HU MajlbuhKa ObUIO KpaiiHe
TSOKEIBIM, OH MOT THUTaTh JIMIIb 4epe3 TpyOky. s mpoBeneHus omeparus y
pe6éHKa OblTa B35ITa KOKA ILIOIIAIbI0 OKOJIO 4CM°, f1ajiee yUEHbIe IIPOU3BOIIIH €&
TeHHYI0 MOAM(UKAIMIO: C TIOMOIIBIO PETPOBUPYCHBIX BEKTOPOB 3aMEHSUIN
MYTHUPOBABILINHI T'€H, Ha «340pOBbIi». KoKy BbIpalllnBaIy Ha MUTATEIBHON CPENE B
dbopme MIACTOB, KOTOPBIE 3aT€M IMOMEIIAIUCh Ha OTKPBITHIE YYACTKU JIEPMBI.
HoBass koxa mpuXKUBaJIach CaMOCTOSITEIbHO, HA HEW TMOSBISUINCH BOJIOCHI,
CaJIbHBIC M TTOTOBBIC JKejae3bl. BeE eueHue 3aHs10 okojao 8 mecsneB. OxugacTcs,
YTO KOKa MaJlburKa Oy/IeT 3JJ0pPOBOM Ha MPOTSKEHUU Beel ero xu3nu. [lonooHyo
oneparnuio npooawn eme B 2006, TOJIBKO B OTIWYME OT XaccaHa, MEPEHECILIEro
nepecaaky 80% koxku, TOMy MAIMEHTY 3aMEHWIN KOKY HOT. OH 3J0pOB BOT yXk€
JIBEHAAATBIN IO,

Kakoi1 ke BbIBOA MOXHO cienath? CTOUT JIM COXPAHSTh )KU3Hb JETAM C PEIKUMU
reHeTHYeCKUMHU 3a0oneBanusMu? OgHO3HAYHO. A YTOOBI WMX KOPOTKasi >KU3HBb
OblJ1a CYACTIIMBOM HYXHO padOTaTh HaJ co3JaHueM 0e30apbepHOro MpOCTPaHCTBA,
Omaroymapsi 4eMy OHHM CMOTYT B3aWMOJCHCTBOBATH C OOIIECTBOM, CTAaHOBHUTHCS
MOJIHOIIEHHBIMHU €r0 wWwieHamu. HeoOxomumo co3maBaTh crenuaibHble (OHIBI U
MPOTpaMMBI 10 TIOJIEPIKKE ceMel ¢ OOJIbHBIMU JAEThMU. A 3a00Ta O HUX JOJDKHA
JeXKaTh HE TOJBKO Ha IJIeYax pPOJUTENEH, HO M TOCyAapCTBa, XOThb 3THU JIE€TH,
CKOpee BCEro, U HE CTaHyT HaJororuiaTeNbIIMKaMHu. BakHoe 3HaueHuEe UMeeT U



IIPOCBETHUTENIbCKAss paboTa: MHOTHE JIIOAM HE CYUTAIOT YEM-TO HETPaBWIBHBIM
MOKa3bIBaTh MajbIleM Ha yIHIle Ha OOJIBHOTO peO&HKA, MOKydaTh BOMPOCAMU
POIHTEIISAM, WU JaKe OCKOPOJIATH OOJIBHBIX JeTel. Hy»HOo mpuBiIeKaTh BHUMAaHHE
OOIIIECTBEHHOCTH K PEIKHM 3a00JIe€BaHUSAM, JCJIaTh WHBECTUIIMA B WX W3Y4YCHUE,
CO37aHME HOBBIX CIIOCOOOB JIeUeHHUsS. BCE BBINMICIIEpEUHCIICHHOE MOCITOCOOCTBYET
pPOCTY KadecTBa >KM3HU OOJIBHBIX M JIaCT BO3MOXKHOCTH B OyAyIIEM cIenaTh MX
3a00J1eBaHUs U3JICUUMBIMU.
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