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NMpepucnosune

Hauyaysio Ka)XJoro U3 Hac — Hall JUYHBIM T€HOM, OH IOSIBJIAET-
Cs1, KOTZ]a MBI ellle MeHblIle KJIeTKU, U C TeX IIOp HaBcer/a OCTaeT-
csl C HAMU U OTIPeZiesiieT BCIO HAIIY aTbHEHUINYO )KU3Hb. [eHOM
TTOXO’K Ha CJIOXKHBIM IITPUXKOZ. V3-3a TOTO, YTO OH OYEHbD JJTHH-
HBIA U CJIOXKHBIN, KQOKABIM U3 HAaC OTIMYAETCSA He TOJBKO OT 8 MIIp/,
JII0/iel, KUBYIIUX HA IJIaHETEe CETOZAHs, HO W OT Bcex 20 ¢ JIuI-
HUM MWUIKApA0B, KOTOPHIE CYIIeCTBOBATN C MOMEHTA BO3HUK-
HoBeHUA yenoBedecTtBa 200000 seT Hasaz. VI KOHEUHO Xe, y Hac
OH He TaKOM, KaK y JIIOOBIX APYTUX BU/IOB, KUBIIHUX 34 MOCTETHIE
4 mipg Jsiet, 6yAb TO JKUBOTHBIE, PACTEHUSA, BUPYCHI WIN apXeu.
YTO Ke MOXKET OBITb O0JIee MHANBUAYAIbHBIM?

Jlaxxe Korzia Ha yaulle Kapa, Mbl HE XOJUM ToibIMU. JIroau
OOBIYHO CTECHAIOTCS MyOJUYHO OOHAXKATHCS, IOTOMY YTO HE XKe-
JIalOT, YTOOBI KaXKAasi IeTajlb UX PEIPOAYKTUBHOM aHaTOMUM ObLIa
BBICTaBJIeHa Ha Bceobiee 0603peHre. OHAKO TIOZ0OHAsA CKPOM-
HOCTb HE MPOCTUPAETCS Jajbllle TOBEPXHOCTU KOXKU. YTo 0OHa-
’KaeT Hac CWIbHee, YeM IIyOIMYHOe pasgeBanue? CeroiHs Ha 3TOT
BOTIIPOC MOXXHO OTBETHUTBH OZHO3HAYHO — IOCIEA0BATETHLHOCTD
JINYHOT'O TeHOMa HaMHOT'0 MHTUMHEE TeJla: UMEHHO B Hel CyTh Ha-
Iero CyuecTBOBaHUS.

V1 XOTS MBI He JIFOOUM TIPWIIOAHO 00HAXKaThCs, MBI 3TO JIeIaeM,
KoTI/Ia MOABJIAETCA BecKas mpuunHa. HampuMep, B kabrHeTe Bpaya.
MEI paszieBaeMcsi, HECMOTPSI Ha YYBCTBO HEJIOBKOCTH, pacriojara-
eMcs Ha CToJe /jis1 06cie[oBaHu, KOTOPBIM 0OBIYHO OBIBAET XO-
JIOMHBIM, MBI TTIO3BOJIAEM Bpady YBUJETb CaMble MHTUMHBIE YaCTH
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Halllero Tesa, TaK KakK 3HaeM, YTO, HeCMOTPA Ha HEYZ0OCTBO, 3TO
MTO3BOJIUT COXPAHUTh 3ZI0pPOBbe. M1 HA06OPOT, COKPHITHE OT Bpada
3TUX 0bJ1acTel Tea MOXKET CTaTh MPUYMHOM CTpaJaHuil WK 3a-
KOHYMTBHCS COBCEM IUIOXO. 10 TeM ke MpUYMHAM JIFOAU PEIaloT
MOJIETUTHCS CBOEH MHTUMHOCTBIO in silico™ ¥ OTKPHITH BpayaM Ji0-
CTYII K INYHOM reHeTUYeCKOM NHPOpMaIU. B IIepcreKTuBe ¢ Mo-
MOIIBI0 TAKUX CBEJEHUN MeAWIMHA CMOXXET 00eCIeunTh OKOJIO
150 set >xu3HU 6e3 6ose3He. V1 3TO He acTpOJIOTHs, 3TO YeCTHAS,
nobpocoBecTHass Guojioruyeckas Hayka. Ho Hey:Kelu 3TO BO3-
MOKHO?

OkoJio 20 seT Hasaz noaHbIM aHanu3 Bcel /IHK udemoBeka (To,
YTO OOBIYHO HA3bIBAIOT MOJTHOTEHOMHBIM CEKBEHUDOBAHHEM)
OB COITOCTABHM CO CTOMMOCTBIO aBraHociia. Cefiuac 3TOT aHaAIU3
JeleBie MOTopoJuiepa Vespa, U Ha Hero He TpebyeTcsa HalpasJie-
HUA OT Bpada. MHI ’KUBeM B yAuBUTeNbHOe Bpems! [lonHOreHOM-
HOE CEKBEHHPOBAHUE CTaJIO0 XOPOIIIO OTPabOTaHHOM TEXHOJIOTHEH,
C ero TIOMOIIIbIO BRISABJISIIOTCS paHee He AuarHOCTHUpyeMbIe 3a60Je-
BaHMA y TTAIUEHTOB U WIEHOB UX ceMel, 06HapyKUBaIOTCA OHKOJIO-
ruveckuie 3a60/ieBaHyA Ha paHHEN CTaZMH, OHO UCIIOIb3YETCA asKe
JUTST CAMOIIO3HAHUSI, TOMCKA CBOUX KOPHEH 1 00bsCHEHHNS, KAK MbI
CTaJId TEMU, KTO MBI ceroZiHA ecTh. Celiuac B akaleMU4eCcKUX Kpy-
rax uzet OypHoe 06CyXJeHUe TIEPCIIEKTUB CEKBEHUPOBAHUS T€HO-
Ma U3 KaIUTA KPOBUY, B3STOM M3 ISATKU KAXKI0T0 HOBOPOXKAEHHOTO
CIIIA (Tax Ha3bpIBaeMoe «IokoeHue XX /XY**»); npeAmnonaraercs,
YTO 3TUM 3aliMyTCA B OipKatiiee gecsatuaetue. HeKoTopbie aBTo-
pUTETHBIE CIIeI[UaJUCThl YIIOPHO MPU3BIBAIOT MIOKOHYUTH C BEKO-
BOIi BpaueOHOI TPaKTUKOM MOCTaHOBKY JiiarHO3a Ha OCHOBaHUU
KJIMHUYECKUX IIPOSABJIEHUM U CUMITTOMOB ¥ BMECTO 3TOT'O ITlepeopH-
€HTHPOBAaTh MEAUIIMHCKYIO IUarHOCTHUKY Ha reHeTHIecKre 1 61o-
XUMUYecKrue MeXaHu3Mbl 3abomeBanuA. HacTymaoT ocHOBaTEb-
HbIE ¥ MHOTOOOeIIatol1e TIEpEMEHHI.

* 3pech: «B ubpoBOM BUAe». — [Ipum. nep.

ko

XX /XY — >KE€HCKHI U My>XCKOI Habop IOJOBBIX XpoMocoM. — [Ipum. nep.
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s «rmocTpoliku» desoBeka Heobxoammo okosno 20000 reHoB.
HeMHOro 06MHO, YTO IPUMEPHO CTOJIBKO JKe UX TpebyeTcs pac-
TEHUIO Pe3yXOBUKE*, a KpolleyHas Myxa Apo3oduia, KOTOPYIO
C TPYZIOM MOXXHO 3aMeTUTb, 0OXOJUTCS BCETO B IBA pa3a MEHBIIUM
YHCJIOM IreHOB. TeM He MeHee UMEHHO TaKOBa Hallla JINYHAsS «WH-
CTPYKILIMA IO SKCIUTyaTalu», KOTOPYI0, BEPOATHO, MOXKHO HCIIOJIb-
30BaTh U JJIA ITyTellecTBUSA Ha3aj, B Te JajieKue BeKa, U3 KOTOPBIX
MBI BBIIIUTH.

Korza reHeTHKYM WM KOHCY/IBTAHTHI [0 TeHETUYECKUM BOIIPO-
caM UMEIOT JIeJio ¢ TeHOMOM YeJIoBeKa, OHU UIIYT B HEM O0COObIE 13-
MeHeHUs, Ha3biBaeMble MyTanuamu**, Huts JJHK MoXxHO TipezicTa-
BUTD B BUJIE IPEJIOKEHNYS, HAITMCAHHOTO Ha CKPYyYeHHOU ABOMHOM
cniupanu. OTAenbHbIe «OYKBBI» 3TOTO TPEIOXeH!A 06pa3oBaHbl
rapaMu 4eThbIpeX TUIIOB a30TUCTHIX OCHOBAHUM: aZIleHUHOM, I'ya-
HUHOM, IUTO3MHOM Y TUMUHOM, COKPaIleHHO UX 0003HaYaoT OYK-
Bamu A, I, [T u T cooTBeTCTBEHHO. MyTaluu MOXKHO YIIOZOOUTD Op-
¢dorpapmyeckum omunbkam, KaK B CJIOBe «IUKaOpas» BMECTO «JU-
K0Opas», WK ITlepecTaBlIeHHbIM OYKBaM — «IHOKOPa3», B «TEKCT»
MOTYT ZI00aBIATHCA WIN BBHITaAaTh U3 Hero GpparMeHTHl AIMHOMN
Z10 HECKOJIBKUX MIWUIMOHOB OCHOBaHUM. B KOHEYHOM cueTe cyZpba
KaXX/IOT'0 13 HAC 3aBUCUT OT TOU reHeTUYECKOH ITPOTPAMMBL.

[IpeacTaBbTe, YTO BCE U3MEHEHHBIE TEHBI MOXKHO Pa3IOKHUTh
10 HECKOJIBKUM OTZAETbHBIM KydKaM, TaK JKe KaK COPTUPYIOT I'Psi3-
HYIO OfIeXXly. B mepBoli KOp3uHe OKaXKyTCsA OTHOCUTENBHO peZiKUe
MyTaIlli¥, KOTOPBIE YaCTO HA3BIBAIOT «IIO/IAOIINMUCS JIEUEHUIO.
ITO KaK Ky4a 3aJAlaHHON OZeXK/Ibl, KOTOPYIO HaJl0 OTJIOKUTD OT-
JIeIbHO, YTOOBI OTIIPABUTh B XUMYHUCTKY, IIOCKOJIBKY B 3TOU KOP-
3uHe Hanbosiee BaXKHbIE U BOCTpeOOBaHHbIe MyTaluu. [l TaKUX
MyTalui MeJUIIMHA MOXKET pa3paboTaTh IUIaH JIeYEHHsI, O HUX 005-
3aTeIbHO MHGOPMUPYIOT CAMOT0 MAIlUEHTa, YKa3bIlBasi, YTO HAZO0

*

PesyxoBuzka (Arabidopsis) — pacTeHue cemeiictBa KamycTHble. OfWH U3 OC-
HOBHBIX OOBEKTOB UCC/IEOBAHKUS B MOJIEKYIAPHOM GHOIOr|K. — [Ipum. nep.

** Ha cerofHAIIHWI IeHb TEPMUH B 3HAYUTEIbHOHN CTEIIeH! ycTapesa U B OCHOB-
HOM HCIIOJIb3YEeTCS TOHATUE «TeHeTUYeCKUH BapUaHT» C YTOYHEHHNEM IaTOreHHOCTH
(To ecTb BpeaHOCTH). — [Ipum. Hayu. ped.
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ZieJlaTh, U AAIOT MIOACHEeHUA /14 Jieqallero Bpaya, Kak 5TO JelaTh.
Ecsiv cobpaTth B KOMHATe /IecsiTh Bpadel U CIIPOCHUTh, KaK HAZ0 To-
CTYIWUTb IIPM HAJIMYUM TaKON MyTallUM, TO BCe Cpasy IOJHUMYT
PYKU U KaX/BIH OyZI€T TOPAO M BOCTOPXKEHHO IIUTUPOBATh MeH-
IIUHCKYIO JINTEPATYPY, OMUCHIBAIOIIYIO JYIIINi cr1ocob 60pbObI
C 9TUM HacJIe[CTBEHHBIM 3a00IeBaHUEM.

Kak To/sbKO MBI HAlLIA MYTAall1IO, BBI3BIBAIOIIYIO U3JI€YMMOE 3a-
OoeBaHMe, Bpay U MAaLMeHT OKa3bIBAIOTCSA TIepe/ I0POTroM, YXOAs-
IIeli 3a TOpu30HT. /lopora 3Ta MOXKeT pa3BeTBIATHCA. CyIleCTBYIOT
pasHble BapuaHTHI JalbHENINX AelicTBU. BosbMeM, k IpuMepy,
reH BRCA1, cBA3aHHBIN C pa3BUTHEM paka I'PyAU U ANYHUKOB.
ITpo Hero HamuMcaHbl TepabalThHI CTaTel B HAyYHBIX XKypHaIax, Ipo-
BeZIeHO MHO)XeCTBO KJIMHUYeCKHUX MCIIBITAHNUH C peKOMeHAAINAMY,
YTO JJOJDKHEI ZIe/IaTh Nal[MeHTHl (WU Yero He JieN1aTh), YTOOBI CHU-
3UTb PUCK Pa3BUTHUA paka, lipe/jlaraeTcsa JuarHocTudeckas Busya-
JiM3anys, IpeBeHTUBHAasA XMMUOTepalua WU IIPeBeHTUBHAA XU-
pypruueckas onepanua. OTO Te MyTalluy, U3-3a KOTOPBIX Y MOUX
NallMEHTOB TPEBOKHO 3aMupaeT cepAlie. Mbl, Bpauu, IpoBepseM
MalMeHTOB Ha 3TH MyTallu{ B IIepBYIO odepesb (a yMHbIe IIPHJIO-
JKeHUA K 3JIeKTPOHHOU MeAUIIMHCKOM KapTe B IocjeAHee BpeMs
KOHTPOJIUPYIOT HaC 1 IO CKa3bIBAIOT, YTO HaZlo cAesath). M3-3a Ta-
KMX MyTallu# JI0AW, KaK IpaBUIo, CTapaloTcA IIOCKOpee MOoNacThb
Ha NpUeM K I'eHETHUKY.

Ecnu mocnefcTBuA MyTallMU IOAZAIOTCA JIeYEHUIO, MHOTOE
MOXXHO CZleJIaTh He TOJIbKO JIA MallieHTa, CUJAIIero nepes BaMy,
HO U JUIS1 eT0 POJAHBIX: MOJIb3a OyZieT ToZ00Ha XKUBUTEIBHOM BJIare,
KOTOpas IpocayuBaeTcs K KOPHAM ceMeHHOro JepeBa U paclpo-
CTpaHsAeTCcA 110 BeTBAM JaseKo B Oyzyinee. [locie Toro kak Bpay
chopMynIupyeT Bee IUTIOCH ¥ MUHYCH BO3MOKHBIX IECTBUN U V3-
HaeT, YTO MAI[MeHT AyMaeT O IlepPCIeKTHBaX, HaZlo 00CyUTh C HUM
YTO, KaK U KOrZa oH OyZieT coobmaTh 6paThaM, cecTpam, TETIM
Y JA[5M, IeTSIM 1 OyZIeT I OH O0IIAaThCs ¢ HUMU Ha 3Ty TEMY, IIo-
TOMY YTO C 9TOT'O MOMEHTA ITalleHT caM pacnopsbkaeTcsa UHOop-
Manuel o cBoux reHax. YesoBek Bcerja caM pellaeT, pacKphIBaTh
VTN HET CBOIO JINYHYIO reHeTHYEeCKYI0 HHOOPMAaLHIO.
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VHora MyTanu obHapyKUBAIOTCA HEOXXUAaHHO. Takue Ciy-
Yau Ha3BIBAIOT UHYUOeHMAIOMAMU WK (B TIOC/IeAHee BpeMsi) TIo-
GOYHBIMUM HaXOAKaMU. DTO MpayHasi MPOTUBOTIONIOXXHOCTh CEPEH-
JUTTHOCTU — CIIOCOOHOCTU OOHAPYKUTH YTO-TO yAAUHOE, Yero
He MCKaJu. Bel HauMHaeTe MOUCK MPUYUH BPOXKAEHHON GpOopMbI
pakKa TOJICTOM 1 MPSIMOM KUIIIKH, YTOOBI BOBpeMs OOHAPY:KUTh OITy-
XOJIA U CITACTH JKU3Hb, U HAaXOAUTeE... 60e3Hb [omre. OTKyZa oHa
TYT B3sJIaCh? JTO HEOXXKUJAHHOE OTKPBITUE HE COIIPOBOXAAETCA
aHaMHe30M, HO C HUM NPUXOAUT HAZEXKAA YAYILIUTh OYAYIIYIO
JKU3HBb OTOM ceMbU. Bbl 3aMeTuiu 60Jie3Hb B 3apOJbIINe, i Hee
€CTh 3aMeCTUTeIbHas GpepMeHTHAas Teparusa, YeTKUH TIaH geti-
CTBUH, HO y YeJIOBEKA, KOTOPHIN CUUT Tepe/i BaMU, HET HUKAKUX
[IPOSIBJIEHUM WIN CHMIITOMOB 3TOH 0OJIe3HH, 110 KpaliHed Mepe
ToKa. 3Has 0 MyTal[iU, BBl CMOXKeTe IIpeIOTBPaTUTh 00J1e3Hb, 60JTh
U CTpaJilaHue, TIPeX/e YeM BCe 3TO HAYHETCS.

Bo BTOPYIO KOpP3UHY MONaAaoT MyTalluy, KOTOpble MOXXHO Ha-
3BaTh «XOMEeN0Ch-UMOObL-UX-NOCNe0CMBUS-N000A8ANUCH-TIeUEHLI0»,
HO TIOKA C HUMH HUYETO HeJb3f CAeNaTh. DTH Y)KacHbIE MyTalllu
TpeZiBeNaloT MpavHoe OyAyllee, HO, K COXaJeHUI0, MEeAUITNHA
MaJIO YTO MOXKET IIPeAIOKUTh. 3HaHUe 6e3 CHIbI 6eCITOMOIIHO.
MHoT¥e JI0J1 BOOOIIE HE XOTAT 3HATh, KAKOE HECYACThE UX XK/ET,
ITOKa OHO He HACTYMUT. HamprMep, MbI TIOYTH HUYETO HE MOXKEM
MIPEeJIOKUTE TeM TIAI[HEHTaM C ceMeiHoM hopMoii 6o1e3HH AJbII-
refiMepa, KOTOPBIE ellle HaXOAATCA B CO3HAHUU U CITOCOOHBI AIy-
MaTh 0 OyAyieM. B aToM ciydae 3HaHUE O NPeonosazaembix To-
CJIEZICTBUSX MOXKET YCHIUTh TPEBOTY, a B XYALIEM C/Iydyae — IIPHU-
BECTH K COCTOSTHUIO Iy6oKOTO oTyasgHuA. Kpome Toro, Hamudue
MyTalui TaKoro TUTIAa TOBOPUT JIUIIb O TIOBLINIEHHOM pHCKe 3a60-
JIEBaHUA, a HE TOM, YTO OHO 0053aTeTbHO pa3oBbeTcs. Tak uTo oc-
BeZIOMJIEHHbBIE HOCUTEIN 0OpeKaloT ceOs Ha TPeBOTY, KOTopasi MO-
JKeT PacTIHYThCS Ha eCATWIETUS. B T0ZI0OHBIX ciydasx, BEpPO-
SATHO, pPa3yMHO OTKa3aThCA O TOTO, YTO JlaeT HaM reHOMHas 3pa,
Y TIPOCTO He 3HaTh.

B To ke BpeMs HEKOTOpHIE JIIOAU XOTAT y3HATh O BO3MOX-
HOU 60JIE3HU I TOTO, YTOOHI CIUITAaHUPOBATh CBOIO XKU3HB. Mo-
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JKeT OBITH, JIydIlle ToeXaTh B KPyTOCBETHOE IyTelllecTBUe ceiuac,
He OTKJIaJbIBasg? A MOXKeT, 3ab6paTh leTel U3 IIKOJIBI TOpPaHbIIle,
Yy[eCHO IIPOBECTU C HUMHU BpPeMs U IIOECTb MOPOXKEHOTO, BMe-
CTO TOTO YTOOHI OTISATH paboTaTh ZI0 Beuepa, CTPEMSICh CTaTh MapT-
HepoM B fiesie? K cyacThio, MHOT/IA CIy4aeTcsi, YTO CO BpeMeHEM
STU TeHBI IepeKIaJbIBaloT B IpeAbIAYINYI0 KOp3ruHy. Hampumep,
cunzipoMm [opinHa — reHeTHYecKoe 3ab0jeBaHue, TPU KOTOPOM
Ha KOXe 110 BCeMY TeJy MOSIBJISAETCA MHOXECTBO omyxoseit. My-
Talliy, BRI3bIBAIOIIME 3Ty 00JIe3Hb, BeAyT cebsa Kak repoi CTUXO-
TBOPEHUs «YUEHUK Yapoiest» ¥ 3aCTABIAIOT KJIETKU KOXKU OECKOH-
TPOJIbHO ZIemuThcs. CerofHs y»Ke eCThb Ipernapar, TT03BOJISIOIINI
3a0JIOKMPOBaTh CUTHAJBI, HAYIIHE OT CIOMaHHOTrO reHa. Llenas
apMHs YMHBIX, VIIOPHBIX, HU3KOOTUIAYUBAEMBIX, BEUHO HEZOCHI-
TAOIIHX YUYEHBIX ¥ TPAKTUKYIOIINUX Bpadel MOCTOSHHO paboTaer,
yTOOBI HAUTH BO3MOXKHOCTD ITIEPEHECTH MYTAaIlHI0 U3 BTOPOU KOp-
3WHBI B IEPBYIO.

B TpeTuii KOp3uHe JIeXKaT MyTaI|H, [TOCIeACTBUA KOTOPHIX TO/-
JAI0TCS JIEUeHUIO, HO cefiyac 3To He Hy»kHO. CKaykeM, Y Bac eCTbh ajl-
JIeJb, BHI3BIBAIOIIU MTOBHIIIEHHYIO YYBCTBUTENHLHOCTD K «KJTOMH/I0-
Tpejy» — Tpernapary, Ipo KOTOPHIH Bbl HUKOT/A He CJIBIIIAH, HO,
BO3MOXKHO, CTOJIKHETECH C HUM B OirpKaiiiiee gecsatwierue. Jlemo
B TOM, YTO OH MCIIOJIb3yeTCS MPU CEPAEYHBIX TIPUCTYIIaX, a ¥ Bac
HUKOT/Ia He ObUTO cepAeyHoro mpuctymna. Ho eciu B OyayineM y Bac
BO3HUKHYT HEIOJaJKH C CepAIlleM, TO, 3abjaroBpeMeHHO 3Hasd
06 oTOM asiesie, BB He OyzieTe MeI/IeHHO yMUpaTh. Takye MyTaruu
MTOXOXKM Ha COZIEPKUMOe KOPOOKY B JlajibHEM YIVIy Tapaa, KOTo-
PO€e PEeIKO HCIIONb3YeTCs, HO BBl HE JKeJlaeTe ero BHIOpocuTh. OIHU
MarueHThl XOTAT ObITH B Kypce MOAOOHBIX MyTanuii, a Apy-
rve — HeT. Hazio i coob6IaTh UM 3Ty UHGOPMAITHIO0 — 3aBUCUT
OT UX JIMYHBIX IIPEATIOYTEHNH 1 0OIIET0 YPOBHA TPEBOXKHOCTH.

B 4eTBepTOU KOp3uHE JIEXKUT Oesibe, KOTOPOe Ha CaMOM Jiefie
He Balle. ITO TeHbl, KOTOPbIe He BIMAIOT HEITOCPEICTBEHHO Ha JINY-
HOE 3J0POBbe, HO MOTYT OBITH Ba)KHBI /IS BAIlIMX JeTell, OpaTheB
U cecTep, Ky3uH U Ky3eHOB. [10 MOeMy JTUYHOMY OTIBITY, MHOXKe-
CTBO JIIOZIEH [IeIal0T reHeTUIeCKHe aHAIU3bI He paaiu cebs, a paau
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cBouX ZieTeii. OHM JITOOGAT CBOM CEMbU CHIbHEE, YeM CaMUX cebs.
OHU 0OBIKHOBEHHEBIE TEPOH.

Kakzplti M3 Hac HeceT 6ojiee COTHU MyTalldi B Pa3HBIX TeHax.
MHorue u3 3TUX TeHOB, TO-BUIUMOMY, HE OYeHb BAXKHBI. B pyrux
reHax MyTallu1 He BBI3BIBAIOT CEPhE3HBIX TOCIEACTBUM, €CJIN Y Bac
OZlHA KOTMS T'eHa XOpollas, a Apyras — «CJIOMaHHasi», TOTOMY
4yTO 60JIe3Hb BO3HUKAET TOIBKO B CJTydae, eCJIU UCIIOpYEHBI 06€ Ko-
. HampuMmep, Tsykemoe 3a60/1eBaHUe JIETKUX U TOKETYA0THOM
JKeJie3bl — MYKOBUCIIU/03. Y BaC MOXET OBITh MyTallyisi B OAHOMN
KOIIMY r'eHa, KOTOpas HUKAaK He TIPOSBUTCSA: OHA BCTPEYAeTCs MpHU-
MEPHO Y OZHOT'0 U3 KK/IbIX 23 YeJIOBEK EBPOTIEHCKOT0 IIPOUCXOXK-
JleHNs1, KOTophle ceiyac 6eraiot no yiunam Helo-Mopka. Eciu BbI
6osbliie He cobUpaeTech 3aBOAUTD JleTel, To 3HaHKe 00 3TOH MyTa-
LMW HUKaK Ha Bac He MOBJHUAET, Y Bac BCe U Tak xopoino. OJHaKo,
€CJI Balll ChIH WK TUIEMSHHUIIA IJIAaHUPYIOT CO3/IaTh CEMbIO, pe-
3yJIbTAThI BAIlIET'0 T€HETUYECKOTO TECTUPOBAHUS MOTYT COZIEPXKATh
OY€eHb TOJIE3HYIO IS HUX WHGOPMAIIHIO, [IOTOMY YTO Y UX HapT-
Hepa TOXXe MOXKET ObITh C/IelaH TECT Ha MyTalliU, BHI3BIBAIOIIHE
MYKOBUCIINZIO3. V1 ecii pe3y/bTaT MOJI0KUTETbHBIHN, €CTh PAa3HbIE
METO/BI, TIO3BOJIAIOINIME CHU3UTDh PUCK POXKAEHUS pebeHKa C BbI-
PaKeHHBIM MYKOBHCIIH/I0O30M, HAaTPUMEP KCIOIb3YIOMeecs Cel-
Yyac IpeuMIUIaHTallMOHHOE TeHeTUYEeCKoe TECTUPOBaHue, a B 6Ju-
JKaiiiem OyzaylieM, BEPOSTHO, MTOSBUTCA BO3MOXXHOCTb PEJAKTH-
POBaTh reHOM.

B mATOM KOp3WHE HaXOAATCA TeHbI, KOTOPHIE MO3BOJAIOT V3-
HaThb YTO-TO JIMYHOE, HO TIPH 3TOM HEMHTEPECHBI HUKOMY, KPOMeE
X03sI€B 3TOTO «0OeJIbsi», TO €CTh BacC U Ballleii ceMbU. DTO MOTYT ObITh
Jlake He MyTalliH, a TOHKME U3MEeHEHWUsI, KOTOPhIe MOTYT He3HAYU-
TEJIbHO TOBJIUATH Ha Balll BEC, POCT, BO3PACT ITOJIOBOT'O CO3PEBAHUS
¥ Ha caMo TeyeHHe Balllell ITOBCeJHEBHOM XKU3HU. MOXKeT OBITh,
OTHU TeHbI OOBACHAT, TTOYEMY B XOpe Bbl HUKOT/Ia HE MOTJIU B3ATh
BEPXHEE /IO U CTOSUIA B 33THEM DAY WIU IIOYEMY BHI UyTh He 3aBa-
JIVJTH TIIKOJTBHYIO MATEMATHKY, 3aTO Y Bac ObLT aOCOTIOTHBIN CITYX.

HazoBeM X «reHaM# camoIlO3HaHUs». OHU He TOMaZAyT
B Ballly MEAUILIMHCKYIO KapTy, HO 3HAKOMCTBO C HUMU MTO3BOJIUT
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HO-ZIPyTOMY B3IJITHYTh Ha CBOE OTpakeHHe, KOTOPOe BBl BUUTE
KKZbIH ZIeHb B 3epkasie. VIHOT/ja 3TH TeHBI HAYT Bpa3pes ¢ ceMeii-
HBIMU TIpeZlaHUAMU. Y MHOTHX STHUYECKUX TPYIII €CTh CBOU Xa-
paKTepHble reHEeTUYeCKUe TpU3Hakyu. Hampumep, 1o reHOMY 4a-
CTO MOKHO OIIPEZIENTUTh, OTHOCHUTCSA Ball MAlMEeHT K adppoaMepu-
KaHIIaM, eBpoIleiam, a3uaram, HHAycaM WK eBpeaM-allKeHasH!,
Jla’ke eCJIU BBl HUKOTZIA He BUJENMH ero B umo. OfWH yBaXKaeMbIi
Y4YEHBII, KOTOPOTO 1 HUKOT/Ia He BU/EJ, OMyOJUKOBaI B paMKax
Hay4YHOU paboTHI OC/Ie0BATEIBHOCTD CBOEro reHoMa. [ToMHuTCA,
JI0 TOTO Kak 5 yBuzes ero ¢pororpaduio B MHTEPHETE, 1 CMOTPEI
Ha ero reHeTUYecKre 0COOGEHHOCTH U TIBITAJICS NTPEeJCTaBUTh cebe,
KaK OH BBIVIAAUT. Hazio cka3aTh, y MEH: 3TO MOTyYMWIOCH yCIell-
Hee, YeM 51 0XXuZasl. JIMYHBIA TeHOM ropas/io UHTUMHeE ITOBEPXHO-
CTH TeJa.

I TakKe TOMHIO OYeHb HEJIOBKYIO CUTYAIIHIO, KOT/A s KOHCYJIb-
THUPOBAJI CEMBIO C pe6eHKOM, OOJIBHBIM MYKOBUCIIUZIO30M, U CJIy-
9aliHO OOHAPYKWI, YTO OTel] MaJbyuKa ObLI... He ero 6uosoruyde-
CKUM OTIIOM. DTO Ha3bIBAETCA JIOXKHBIM OTIIOBCTBOM U B I€HCTBH-
TEJIbHOCTU BCTPEYAETCs Y HECKOMBKUX deloBek u3 100, KoTopsie
ZieJIaloT aHAJIN3 BCET'O FfeHOMa WIIN OT/EJIbHBIX TEHOB.

B mecToii KOp3uHe Jie)KaT MyTal[uy, KOTOPHIX Y Bac HeT, ¥ BBl
cTpeMuTech U36eXaTh UX M000H eHoH. OHU ITOXOXKHU Ha SIPKO-
KpacHyIo pybaliky, KoTopas pU CTHPKE MOXET UCIIOPTUTDb BCE
BalllX BEMIW. DTO MyTaIlluy, IPUBOJAIIYE K paKoBoi omyxosu. Ce-
rOZHA MbI 3HAa€M, YTO PaK Ha caMoM genie — 6ose3ns JJHK. ITorHo-
reHOMHO€E CEeKBEHHPOBAHHE MMOMOXKET HAaWTHU caMble TIyOOKue
KOPDHU pakKa U, HaZleloCch, XOTA OBl MHOTZIA BBIKOPYEBHIBATDH ITY
60JIe3Hb.

Ha ceropHsANIHMIA IeHb OjHAa U3 CAMbIX PaCIPOCTPAaHEHHBIX IIPHU-
YUH, IOYeMy JIIOAU IealoT TeHeTUYeCKU aHaIu3, KaK pa3 U ecTh
TIOWICK MYTaIWi, y9aCTBYIOIIUX B pa3BUTHUU paka. OHH UILYT MyTa-
IIUY, UMEIOIIHECS B PAKOBBIX KJIETKaX, HO OTCYTCTBYIOIIHNE B 37I0-
POBBEIX — TaKHe, IIPU KOTOPHIX pPaK JEYUTCA CyLIeCTBYIOIINMU
Ha pPBIHKe IIperapaTaMy WK JIEKapCTBAMM, IPOXOAALITIMU KJIMHH-
Yyeckue ucnbiTaHusa. CIIUCOK reHeTUYECKUX U3MEHEHH, BCTpeYa-
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IOIIIUXCS TOJTBKO B PAKOBBIX KJIETKAX, OTPOMEH, B HEM ThICSYH ITyH-
kTOB. OZIHAKO C TIOAABJIAIONINM OOBITMHCTBOM TaKUX MYTaIIMi MbI
HUYEro He MOXEM C/ZIeaTh.

MyTaruii, Ipu KOTOPhIX BO3MOXXHO JIeueHHe, BCETO OKOJIO Je-
cATKa. DTOT TOKa3aTelb BapbUpPYeT JJI PasHBIX TUIIOB Paka,
K TOMY K€ W3 rofia B TOZl yBEIMYUBAETCA 3a CYET pa3paboTKU HO-
BBIX JIEKAPCTBEHHBIX CPEZICTB.

JIroau, KOTOphlE CEKBEHUPYIOT CBOM PAaKOBHIN T€HOM, 3a0JHO
TIOJTy4YaroT TIOJIHYIO TIOCIEeI0BATENBHOCTD F'eHOMA U JIJIA 3Z[0POBBIX
KJIETOK, KaK B PEKJIAMHOM aKIMU «/IBa IO IIeHe OJHOT0». JTO Je-
JIAFOT, YTOOBI MOXKHO OBUIO Pa3JIM4MTh, I/le COOCTBEHHbBIE TEHETH-
Yyeckue 0cOOEHHOCTH PAaKOBBIX KJIETOK, a I7e TO, YTO OHU YHACJIE[0-
BaJIM OT 37I0POBBIX. TAKMM CITOCOOOM MOXKHO CJTy4aifHO HATKHYThCS
Ha IeHbl U3 BCEX OMMUCAHHBIX KOP3UH.

EcTecTBEHHO, IIpe/CTaBAeHHbIN B 3TOM KHHUTe 0630p TOTO,
YTO MOXKHO Y3HATh C MMOMOIIIBIO TIOJTHOTEHOMHOTO CEKBEHUPOBA-
HUS, B YEM-TO OY€Hb yIpoIlneH. He Tak-To JIETKO YJIOXUTh B OAHY
KHUTY pacckas o 20000 renax. Eciiv HanedyaTaTh MOC/IE40BaTeb-
HOCTBb T€HOMA B OZ[Hy CTPOKY mpudTom Times New Roman 12 xe-
IJIEM, TO OHA IPOTSHETCA Yepe3 BCIO KOHTHHEHTAJIbHYIO 4acTh
CIIA.

DTa KHUTa AJIS TeX, KTO JIOOUT MPUKTIOUEHUS, KaKAeT HOBBIX
3HAHUM, XOUeT MOrPy3UThCS B ITyOUHBI YEJIOBEYECKOTO TEHOMA
Y MWUIMOHBI JIET SBOJIIOIUH, YTOOBI JIydIlle TPOYYBCTBOBATh Mac-
mTab 1 xapakTep Tol uHboOpMaIuu, KOTOPYIO MOXKHO TOJIYIUTh
[IpY aHaJIM3e Balllero reHoMma. B mocyezyromyx masax OyzyT pac-
CKa3aHbI UCTOPUHU 00 OTBAXKHBIX JIFOJSX C HACIeICTBEHHBIMU 3a60-
JIEBAaHUSIMU — UCTOPUU, GOHOM /JIsT KOTOPBIX CJYKUT COBPEMEH-
Hbll Helo-Mopk, oguH U3 Haubosee pasHOOOGPA3HEIX C FeHeTHYe-
CKOU, DTHUYECKOU M KYJbTyPHOM TOYEK 3peHUs, a TAaKXKe CaMbIX
3KOHOMUWYECKU HEOAHOPOAHBIX ropozoB CITIA.

ITocKOJMbKY TeHEeTUYEeCKUI aHa/lu3 U CEKBEHUPOBAaHHE Te-
HOMa — CJIOXKHBIE TEMBI, BOKPYT HUX BO3HHUKAeT OOJbINas myTa-
HUIA. B coBpeMeHHOU aTMocdhepe CTPEMUTENBHOTO POCTA TeHe-
THUYECKUX 3HAHUM U TMOABJIEHUSA COBEPIIEHHO HOBBIX TEXHOJIO-
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TUl 3a6y)XAeHUI U OMKUOKK MOTYT BO3HUKATD M3-3a aXKHUOTaXa,
pasagyBaemoro CMU, HezocTaTOUYHOU KBaimudUKaIUM Bpadei
Y He BIIOJIHE HAy4YHOU JIUTEPATYPHl, MMOMaAaloNned K YuTaTelo.
VicTopuw, onmvicaHHbIE B 3TOM KHUTE, IIOKAXXyT OTPOMHBIE TTEPCIIEK-
TUBBI, TIOJBOAHBIE KAMHU 1 OTpaHUYEHHs, KOTOPBIE €CTb V T'eHe-
TUYECKOTO TECTUPOBAHUSA B 3MOXY JOCTYITHOT'O CEKBEHUPOBAHUA
reHoMa.



MABA 1

Mapuxckasa pomMoxo3ssanka

CepxaHT BUHCEHT — OBIBIINI MTUIOT BEPTOJIETA, OOIIUTETHHBINA
YeyloBeK — IPHUIIES K HaM B aMOy/IaTOpHOe OTAeneHne BoabHUITbI
[t BeTepaHoB B CaH-/luiero. OH BeTepaH ¢uIoTa U OKa3ajcsa A0CTa-
TOYHO KPENKUM, YTOOBI BBDKUTE B JlaHaHTe BO BpeMsA BreTHaMCKOM
BOHBI, HO 5T TIOZ[yMaJl, YTO OH YIaZieT B 0OMOPOK 1 MHe TIPUAETCS
3BaTh Ha MTOMOIIIb, KOTZIa MBI COOOIIVUIN €My HOBOCTHU O €0 37I0POBBE.

«Ta fieBKa 3apasuia MeHsa cudmircom? YepT BO3bMHU, [IOK, 3TO
TaK Mep3Ko!» 3aTeM OH IOBEPHYJI TOJIOBY U B3IJIAHYJ Ha Hac pac-
ITUPEHHBIMHU OT y?Kaca IiazaMi. «/ 4To co MHOM OyzeT? UTo MHe
Telepb AeaTh?»

O6BABIATH TTAI[MEHTAM XOPOIIIie HOBOCTH B THICAYY a3 MpolIle,
YeM IUIOXHeEe, — JKajlb, YTO XOPOIINE HOBOCTH OBIBAIOT B AECATH
pas pexe. I 6GBICTPO YCIIOKOWN cepikaHTa BUHCEHTa, OOBACHUB,
YTO y HaC eCTh MHOT'O Pa3HbIX CPEZICTB /I JieueHus cudriica 1 OH
MOJKET paccjabUThCs U PaCCUUTHIBATh, YTO CKOPO OyZeT 370POB,
€CJI, KOHEYHO, He 3apa3uTcs CHOBA.

Cudwminc — nHPEKIMOHHOe 3ab60IeBaHUE C JYPHOU CJIABOM, U3-
BECTHOE TaK)Ke I10/] Ha3BaHUAMMU «(paHITy3cKas 601e3Hb» B VTanuuy,
«UTaIbsIHCKaA 601e3Hb» Bo OpaHiuu, «ucnaHckas 60me3ub» B Hu-
JepyiaHziax v T.Z. XOTs HU OAWH Hapo/ He MpU3HaBaJ 3Ty 60JIe3Hb
cBOel, cubmIKC ObLT IITMPOKO PACIIPOCTPAHEH U OYEHD OIACEH.

Bo BpemeHa smoxu BospoxieHus cuduiricom 6oien Muil-
JIVOH ¢ HeOOJIBIINM €BPOIENIIEB, TO €CTh OOJIbIIas YacTh Hacese-
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HuA. MHOTO BeKOB 3Ta 60JIe3Hb IIPUYMHSIA HEBHIPA3UMBbIE CTPa-
JaHWS ¥ YHIDKeHHUS MY>XIMHaM U KeHIMUHaM. OZHaKO CerofHs
el OTBeZIeHO BCEro HECKOJIBbKO CTPOYEK B MEJUIIMHCKUX y4eOHH-
kax. O6BIYHO cUIIHIC BBUIEYUBAIOT OZHUM YKOJIOM aHTHOHNOTHKA
B ZIeJIETOBUZHYIO MBIIIITY IUIeYa.

Ha npotsxeHnu ThicA4YeneTHui NHGEKINOHHbIe 3a00IeBaHu,
ocobeHHO GaKTepHalbHBIE, TaKUE KaK «ppaHIly3ckas 60e3Hb»,
OBUT caMOH pacIpoCcTpaHeHHOH MpUYnHON cMepTH. Ha 3ape XX B.
Ka)KIbIN TPETUM aMepHUKaHell yMHpaa OT MHGQEKIIUH; Jallle BCEero
rubsnu gety. IIponuio uyyTh 60see Beka, v B CoeanHeHHBIX [lITaTax
KOJIMYECTBO CMepTeli OT baKTepHasbHbIX 3a00/IeBaHU PE3KO CHU-
3WIOCh. Y Hac ecTb 3¢ deKTUBHbIE, 6e30IacHble M YacTo JellleBble
MeTOZBI 60PbOBI C OONBITMHCTBOM TaKUX O0se3HEH. DTOT BeH-
KU IPOPBIB IIPUBEJI K CYIleCTBEHHOMY YMEHBIIIEHUIO KOJIIIeCcTBa
cMepTeli, cefiyac CMePTHOCTD OT MHbeKIMI MeHbIie 5%. bakTepu-
anbHbIe 3a601eBaHusA Bpojie cudmirca u3 6e3HaZIeXXKHOU Tpareuu
IIPEBPATIJINCH B JIETKOM3JIEYNMBIE O0Ie3HU; BAXKHO TOJIBKO, YTOOBI
Bpay He IPOITyCTWI UX 10 HEOPEXKHOCTHU.

3aBeTHas Iie/Ib MEAUIMHCKOM I'eHeTHKY, HallpaBIeHHOH Ha Axa-
THOCTHKY W JiedeHUe Hacjle[CTBEeHHBIX 3a00eBaHUN, — HAWUTH
CTOJIb 2Ke dPPeKTUBHbIE METO/BI JieueH s A mpuMepHo 6000—
7000 reHeTuyeckux Oose3Hel, IPUOOPETEHHBIX YeJI0BEYECTBOM
Ha MPOTSDKEHUU JI0JITOT0 3BOJIIOIMOHHOTO IyTH. 3abojieBaHus Ta-
KOI'0 THIIa UMEIOTCA B CpEeTHEM Y OJHOTO yesoBeka us 20.

Bosne3nrp l'ome — nprMep yciiexa B reHETHYIeCKOW MeANUIIHE.
ODTO OZHO M3 TeX HEMHOTHX (110 CPAaBHEHUIO C MHGEKIIMOHHBIMU)
HacJIeICTBEHHBIX 3a00/IeBaHUM, C KOTOPBIMU Ha JIaHHBIM MOMEHT
MOXXHO 4YTO-TO cZiesiaTh!. Korga-Hubyap MBI CMOXXeM aMOyIaTOPHO
JIEYUTD He TOJIBKO O0sie3Hb ['o11Ie, HO U BCe APYTHe Hacae[CTBEHHbIE
3abo1eBaHMA TaK e, KaK ceiyac JIerko JIeYnuM OOIBIINHCTBO Oak-
TepUAIbHBIX NHOEKINH.

@i [apae dpHect Tomre ObLUT ZepMaTONIOrOM, TPAKTHKY-
IOLIMM BpadyoM B mepuoz Fin de siecle* B ITapuxe. B amoxy Boa-

* Fin de siecle (¢p.) — «koHel] Beka», Teprof koHia XIX — Havana XX B. — [Ipum. nep.
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Jepa, BukTtopa I'toTo u paHHero MojepHrU3Ma B UCKyccTBe [o1ire
6511 TpodeccopoM cudmiorpaduu — AUCHUIUIMHBI, U3yJalomei
BO30yzauTe el cudmirca 1 camy 60Jie3Hb, U OCHOBaTeIeM CIIelHa-
JIU3UPOBAHHOTO MEJUITUHCKOTO KypHaJIa, TOCBANIEHHOTO BEHEePH-
yecKkuM 3aboneBanusaM. OfHAKO cerofiHs l'oie MOMHAT B OCHOB-
HOM H3-3a 60JIe3HH, KOTOPYIO OH OIKcasI, OyAy4dH elle CTyIeHTOM-
MeIUKOM. DTO ObIa TeMa ero AUTIOMHOM paboTHI.

3aboseBaHue, KOTOPOE BITOC/IEACTBUY HA30BYT €0 UMEHEM,
['ome BrepBhie BBHIABWI Y 32-TeTHEH NMapUKCKON JJOMOXO3THKY,
KOTOpas kajioBajach Ha 60U B JIeBOM 6OKY. MICTOYHUKOM JI¥C-
koMdoprTa ObUIa YBeMWYeHHAs: U O0JIe3HeHHas cejle3eHKa — Op-
raH, PacIoJIOKEHHbIM B OPIOIIHOM IMOJIOCTH HAUCKOCOK OT aIllleH-
JIVKCa, B Heli KIIETKM UMMYHHOM CHCTeMbI COOUpatoTes it o6MeHa
nHdpopmanyeit. ECTh MHOXKECTBO IPUYMH, TIOUEMY CeJle3eHKa Jesto-
BeKa YBeJIMYMBAETCA B pa3Mepax: 3TO MOTYT ObITh MHPEKIINH, PakK,
a TakKe HEYTO, Ha3bIBaeMOe UAUOMATUIeCKOl nmpuunHoii. C Me-
JUITUHCKOTO JKaproHa Ha COBPEMEHHBIN A3BIK «UAUOTaTHYECKU»
MIePEBOIUTCA IPUMEPHO TaK: «§I MOHATHUA HE UMEO, TIOUYEMY ITOT
YyesoBeK 3a60seN». DTOT TEPMUH HCIIOIb3yeTCsd, KOrJja Bpayu HU-
Yero He 3HAIOT O MPUYMHAX OOJIE3HHU, HO He XOTAT BBHITVISAETD TIy-
MIBIMU WM HEKOMITETEHTHBIMU Tlepe/i CBOMMHU MalriueHTamMu. Ta-
KO TIOZIXO/ ellle Ha3bIBaIOT «MYCOPHBIH AMarH03». CTOJIKHYBIIHUCH
C HUM, ZIOKTOPA, BEPOATHO, MMOHUMAIOT, YTO UX KOJIJIETa TBITAJICA
COXPaHUTb JIUIIO.

C yJeToM BHITIECKa3aHHOT'O IMATHO3 /IS 3TOM HeBe3ydel MoJIo-
JIo¥ TIapyyKaHKY 3By4as KaK «pakK WK HeollpeeeHHoe 3a6oeBa-
Hue». OaHako Tole Buzien B 60JIbHUIIE MHOXKECTBO PAKOBBIX MALIU-
€HTOB, MIPUCYTCTBOBAJ Ha BCKPBITUU YMEPIIUX OOJTHHBIX 1 BMECTE
C TIaTOJIOTOaHATOMAaMU MCC/IEZI0BAN UX KJIETKH 110 MUKPOCKOITOM.
Hukakyx MPU3HAKOB pPaKa He ObUTO HU B YBETMYEHHOU cele3eHKe
9TOl OOJBHOI, HU B MEeYeHHU, HU B KPOBU, HU T/e-HUOYb ellle.
VIMEHHO TIPO 3TOT IMapaZioKC OH ¥ HalKcaa CBOIO JUIIOMHYIO pa-
60Ty. BMecTo KiieToK paka ['oiiie 1 ero mpodeccopa yBUZe ! Henpa-
BWIBHOM GOpPMBI 3Be34aThie KJIETKM UMMYHHOM CUCTEMBbI, Ha3bl-
BaeMble Makpogazamu. OTH KJIETKU BHIVIAAENN TaK, OyATO ObUIH
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HAaOUTHI MUHUATIOPHBIMU ITaPUKAMU M3 CKOMKAHHBIX OYMaKHBIX
candpeToK, a UX IEHTP OBUI OKPY)KEH YeM-TO ITOXOKHUM Ha OpPEeOI.
Oxazajochk, 4YTO 3T MPU3HAKHU XapaKTePHBI 1 MaKpodaros B ce-
Jile3eHKe y TaI[ueHTOB ¢ 60/ie3HbI0 [o1le. DT UMMYHHBIE KIETKU
OBLTH HECITOCOOHBI ITEpEBAPUTD TO, YTO HOMIOTHWIH. [IepBOHAYaAb-
HbIe BBIBOZBI ['0llle TOATBEPAWINCE TPU r'oZla CIIyCTH, KOrza yMep
MIECTWIETHUY GPAHITYy3CKUM MaJbUUK C TAKUMU XK€ KIETKaMHU B ce-
Jie3eHKe.

[TpyYnHBI YBETUYEHUA Cee3eHKU HeCYaCTHON MOJIOZOH KeH-
IIVHBI, MaJIBYUKA U APYTUX, ¥ KOTO BIIOCAEACTBUU JUATHOCTUPO-
Basi 60s1e3HB [o1lle, OCTABAINCH UANOIATHYECKUMHU eIle J0JITO T10-
CJIe TOro, Kak Bce OHU ymepau, — 70 1960-x rr. B aTo Bpemsa Pocko
Bpeliay, ycuaAYuBhIl 6MOXUMUK M3 HallMOHaMbHBIX UHCTUTYTOB
3gpaBooxpaHenud CIIIA B bertecze, mtat MapuneHz, Bmecte ¢ J3-
BuzioM [llanmmpo u3 MHcTtuTyTa Betirmana B Vi3pauie u ApyruMu
KOJUIETaMU TTOKa3aJl, YTO OTCYTCTBUE OIpe/ieIeHHOro hepMeHTa
BBI3BIBAE€T HAKaILTMBaHUE B Makpodarax ceie3eHKU CTPYKTYP, BbI-
IAAAINX Kak MATas 6ymara. CeMb JIeT CIyCTs OHU CMOTJIU BBI-
JEUTH IOCTAaTOYHOE KOJIMYECTBO TAaKOTO hepMeHTa U3 IUIAlleHTHI,
yTOOBI TTI0OKA3aTh, YTO BBEAEHUE €r0 MalleHTaM MOXKET CMATYUTh
aTy 6osie3Hb. Tak BliepBhle ObUTa H300peTeHa GepMEeHTO3aMeCTH-
TeJIbHAs Tepanus i Hac/ieICTBEHHOTO 3a00/1eBaHuUs ellfe 10 TOTO,
Kak ObLI HaliZieH COOTBETCTBYIONIUM I'eH.

B 1981 r. OaBapa I>kvHH3 CO CBOMMMU KoJjuleraMu Takxke us Ha-
ITUOHATbHBIX MHCTUTYTOB 3/[paBOOXpaHeHs KJIOHUPOBAJIU TeH 60-
Jiesnu [ole ¥ onucaay UCTUHHBIE MOJIEKY/IIPHBIE OCHOBBI 3TOTO
HacJeICTBEHHOTO 3abojieBaHuA. Y ogHOoTro 13 100 Ye0BeK MPUCYT-
CTBYyeT MyTal[is B 3TOM reHe, HO TaK KaK 3abosieBaHue pereccrB-
HO€e, OH OyZleT HOCUTeNleM, a He 60/bHBIM. Korzia reH ObUT uAeHTH-
dunMpoBaH, MOABWIACH BO3MOXXHOCTb MPOU3BOAUTH PpepMeHT
B MPOMBIIIIEHHBIX MaciiTabax /i TOMOIITY TallieHTaM BO BCEM
MUPE — 3TO OHA U3 UCTOPUH yCIiexa paHHUX OMOTEXHOIOTHH.

Biarogapss 3TUM HEBOCIETHIM T'eposiM JIabopaTOpUil JaBHO
WCTJIEBITIAA ceie3eHKa MaprhKCKOM I0MOX03HKY Oblia M3BIeuyeHa
M3 KOP3UHBI C UANOMATUYECKUMHU «MYCOPHBIMU JUarHO3aMM»
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U IlepeMellleHa B HOBYIO 3THOJIOTMYEeCKyI0 KOP31HY, He CyIeCTBO-
BaBLIyIO BO BpeMeHa Pwinmnma lomie: K HacieACTBEHHBIM 3ab0Te-
BaHUAM.

MuoruM BpadaM, Tak ke KaKk U MHe, TPYZJHO BBITOBOPUTh Ha-
3BaHMe T'eHa, MyTalusa B KOTOPOM BBI3BIBaeT O6osie3Hb lomte, — reH
JIN30COMAabHOU TTIOKOIEPeOPO3HAa3hl, — MO3TOMY 3HAKOMBTECH
c 6os1ee y106HBIM COKpaIleHHbIM IMeHeM 1 0QUIINAaTbHBIM Ha3Ba-
HueM 3Toro resa: GBA.

GBA — oa1iH U3 TeX T€HOB, KOTOPHIE YUYeHble Ha3bIBalOT TeHaMU
ZIOMalITHero xo3sicTBa. [TaBHas «[oMalHAg 0653aHHOCTb» GBA —
VTIIN3aLUA ONpeZe/IeHHOTO TUIA OTPabOTaHHBIX KUPOBBIX KJIe-
TOYHBIX OTXOZIOB, HAYYHOE Ha3BaHHE KOTOPHIX — IVIIOKO3WILepa-
mugel. Korga GBA He paboTaeT, TIOKO3MIliepaMu/bl (COKpaliieH-
Hoe Ha3biBaHMe GL-1) HakammMBaoTCsa B Makpodarax cele3eHKH,
3acTtasifas ee yBeanuuBaTbed B 10 pa3. Y HEKOTOPHIX MaljUeH-
TOB TIPU OIpe/ieJIeHHbIX MyTaluaX 60e3Hb TaKKe MOYXET BbI3bI-
BaTh yBeJIMYEHUeE IIeYeHH, HapyIIeHNs B paboTe KJIETOK KOCTHOTO
MO3ra, KOXKU, IETKUX U — B 0000 cepbhe3HbIX GpOpMax — rojioB-
HOT'O M03Ta, TO eCTh HapylIeH!s MOTYT OBITh BO BCEX MECTaX, I/ie
paboraror GBA 1 Makpodaru naTpyJyupyoT U HOIOMAIOT OTXOABI
ZAPYTHUX KJIETOK.

[Toutu uepe3 100 jeT mocjae OTKPHITUA, cAenaHHoro [omre, po-
puncsa Hamoneon /[xekcoH. OH BEIPOC U MOJIyYrl oOpa3oBaHue
Ha OZIHOM U3 UAWUINYECKUX OCTPOBOB Kapubckoro apxumenara.
Ero mpesky moCeNWINCH 37IeCh HA CeMEHHOM depMe Tak ZaBHO,
YTO y>Ke HUKTO He TIOMHUJ Te BpeMeHa. 3a Jo/rye roJbl OH U ero
CeMbSI TePeKWIN MHOI'O TPOIIMYECKUX IITOPMOB.

Byzayuu MosoAbIM dyesioBekoM, HarosieoH nepeexan B OKPeCTHO-
ctu Helo-Vlopka B IOKMCKaX BO3MOKHOCTH CTaTh aKT€POM U My3bI-
KaHTOM W B HaJiexkZle Ha cBeT/Ioe 6yayiiee. Ho OH TOYHO IPHUOBLI
TyZla He paJiu XOJIO0AHOMN OTOABI, K KOTOPOM TaK M He CMOT IIPUBBI-
kHyTb. B 30 c 4em-To JIeT OH Ilepeexal C XKeHOH U ieTbMU B Hblo-
Il>xepcH U, YTOOBI IPOKOPMHTD CEMbBIO, YCTPOUJICS Ha paboTy B Ka-
YecTBe TEXHUYECKOTO CIYXKAIero B OfHy U3 O0JIbHUIL BepxHero
HcT-Catiza B MaHxaTTeHe — paiioHe, KOTOPBI MeCTHBIE KUTeIU
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Ha3BIBAIOT «ajuleei GOMBbHUYHBIX YTOK» M3-32 GOJIBIIOTO KOJIHMYe-
CTBa MEJULIMHCKUX YUPEXKAECHUN.

A BcTpeTws ero B KJIMHUKE Yepe3 HeCKOJIbKO JHEH IToc/ie TOTO,
KaK TUTaHTCKUM yparaH «CoHu», 06pa3oBaBIIUiicsa B TPONMKAX,
o6pymmIca Ha okpecTHOCTH Hblo-Vlopka. YakacHbIi IITOPM yaa-
pu o Heto-Mopky u mrraty Heio-/lkepcH ¢ Takoi ApOCThIO, Ka-
KYIO S HUKOT/Ia paHbIIle He Bues. DTO ObUT CAMbIF MOIIHBIN yparaH
Ha ATJIaHTHKE, U OH HaBCerJa U3MEHWI Mei3aXX Halllero ropoza.
JlecITKY THICSTY lepeBbeB ObLTH BEIPBAHBI BETPOM. 1esble TOCenKu
CMBITHI HABOAHEHUEM WJIH, KaK 3TO CIy4UIoch Ha CtaTteH-AlieH/e,
COXCOKEHBI MTOyKapoM. [Toru6iv COTHU XKUTEEH.

Yparas o6pyIIwiIcsa U Ha MOM COOCTBEHHBIH IOM B YaCTUeCTepe,
Ha 11 gHel TUIUB MeHS 3JEeKTPUYECTBA, Tellla U YyTh JIU He Ha-
aexael. B To yTpo, korza HamosieoH mpuilien B KIUHUKY, 1 UyB-
cTBOBaJ cebs MOMATHIM, 3aMepP3IIUM U OEeCCUIBLHBIM B TOPOJE,
nepexusiieM «CoHN», — Topozie 6e3 MeTPo, TOPo/ie, TOXOXKEM
Ha crieHy «MaHX3TTeH OIATh B PyHHaX» U3 GprIbMa-KaTacTPOQBHL.

OfHaKo MO HOBBIM MAIlMEHT OBUT B €llle XYALIEM COCTOSHUM.
HaroneoH 6bUT UISMOTaH — 3a TOC/IeJHIE HECKOIBKO AHEH OH crial
BCEro ofiHy Houb. Ero ¢popma 6bl1a OUe€Hb IPA3HON M MATOM, IIITAHBIL
nopBaHbl. OH MOOBIBAJ B 3y BO BpeMs yparaHa, ¥ eMy IoC4YaCTId-
BIJIOCH BBI’KUTb.

OH cTpazan oT 3araZJjo9Hoi OOJIe3HH, KOTopas M3MaThIBala
ero. ¥ Hero 6ojieii KOCTU. A IIPH OCMOTpe Jiedallluii Bpad obHa-
PY)KWI, 9TO ero cejie3eHKa ObUIa OTPOMHOM U HACTONBKO PacITyX-
IIel, YTO Ka3aJoCh, BOT-BOT PA30PBETCS, 3aJIUB €TI0 BHYTPEHHO-
CTHU, KaK JIOTTHYBIIMN BO3AYITHHIN MAPUK C BOJOM. DTO HECYACThe
JIETKO MOTJIO TIPOU30UTH, eciv ObI HaroeoH, I0MyCTHUM, TIOCKOJTh3-
HYJICS1 HA MOKPOM I0JTy O60JIBHIYHOTO TI0ZIBaJIa, I7ie IIPOBEJI JOJTYIO
HOYb BO BpeMsI yparaHa, HEIIpUMeTHO, C ITOJTHOM oTaavei, cracas
JIIoze.

HemozganieKky oT KJIMHUKHU, B KOTopoi HamoseoH obpaTwics
KO MHe, pacrosjaraercsi MeaumHCKul 1eHTp JlanroH mpu Hpio-
lOpKCKOM YHUBEpCUTETe, KOTOPhIA BCTPETHICA C KaTacTpodoii
JIMLIOM K JINILy, KorZia yparaH «CaHgu» o0pyuIwics Ha Hobepexbe.
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BosibHUYHBIE TTOBAJIBL, TU(TOBBIE MIAXTH U HIKHUE STAXKU ObUTH
3aTOIUIEHBI BOJOM VicT-PuBep, MOAHABIIEHCS Ha BBICOTY H60Jiee Tpex
MeTpoB. /3 cTpos BBHIILIU pe3epBHBIE TeHEPATOPEI, U IOYTU BCA
6OJIPHUIIA JTUITWIACH IEKTPOIHEPTHUU, B TOM YUC/IE XUPYPTrUYe-
CKOe OT/iejIeHYE, OTAeeHUs] UHTEHCUBHOW Tepanuu U peaHuMa-
LMY HOBOPOXK/IEHHBIX, I7/le )KUBYT U MHOI/Ia YMUPAIOT caMble cJia-
6ble 6osbHBIE. [1alTMEHTOB, B TOM YKC/Ie HeJOHOIIEHHBIX JeTeH,
TTOAK/TFOUEHHBIX K IIOYTH pa3psyKeHHBIM allliapaTaM XKu3Heobecrte-
YeHW, IIPeoZiojieBas AeBATh IPOJIETOB 10 CKONIB3KHUM CTYIIEHAM,
BBIHOCWJIM B TEMHOTE Ha V/IUIly, Te OyieBasn mropM. Hamomeon
OBLT OIHUM M3 MHOTUX T'€POEB, KOTOPbIE MY»KeCTBEHHO OOPOJUCH
B OTOM palioHe Ha MPOTSKEHUU [eou HOUM. [lofBaibl MaHXIT-
TeHCKOI OOMbHUIIBI, TZie OH paboTas, Takke ObUIM 3aTOILIEHHI. 3a-
Mep3IIne U U3My4YeHHBIE, OH U €Tr0 KOJUIETU CPpayKaIuCh ¢ Oe3xa-
JIOCTHBIM ATIaHTUYE€CKUM OKEaHOM BCIO HOUb. HeogHOKpaTHO pu-
CKYsI )KU3HbBIO, OHM YCIIENTHO CIIAC/IU TOW HOYBI0O MHOTHUX JIFOZIEH,
vHayve BoAbI VicT-PruBep cMbUTH OBI TAI[EHTOB MeAMITMHCKOTO 1IeH-
Tpa JIaHTOH B OKeaH.

TlepBble CHMNITOMBI 3a60/IeBaHus TOIBUINCH y HamosieoHna He-
CKOJIbKMMM TOlaMU paHee, KOT/ia OOBIYHBIN aHa/IU3 KPOBU ITOKa3aJl
HU3KUH YPOBEHb TPOMOOIIMTOB — KJIETOK KPOBH, OCTaHABIUBA0-
ITUX KPOBOTEYEHUE. XOTS MHOT/A U3-3a 3TOT'0 BOZHUKAJIN CUHAKH,
B TOM YHCJIE TOUEYHBIE CMHAKHU nemexuu, KOTopble 06pa3oBhIBa-
JIMCh HA KOHYMKAaX MaJbIleB BO BPEMsI UTPBI HA TUTApe, OH He 00-
paTWI Ha 5TO BHUMAaHUs, ¥ 9TO HUKAaK He TIOBJIUSIO Ha ero paboTy
U JINYHYIO KU3Hb.

Kak u y nepBo# mapmxckol mairueHTky [onire, cene3enka Haro-
JleoHa ObLIa HaMoMHEHA pa3AyBIIMMUCT Makpodaramu. M3-3a ma-
JIOTO KOJTMYECTBA TPOMOOIIMTOB U YBETUYEHHOU CeJe3eHKU BO3-
HUKJIO IIPEATIONOKEHUE O JEUKeMUU, U Jledallluii Bpad HaIlpaBUI
€ro Ha OMOIICHI0 KOCTHOTO MO3Tra. Bpau-maToJior He Halles Kie-
TOK, YbH siipa OBLTH OBI TOX0KU Ha AAPA PAKOBBIX KJIETOK, TO3TOMY
JIelKe MU0 UCKJIIOYWIN. B KOCTHOM MO3Te UMeJUCh IpyTUe OTKIIO-
HEHUS: KJIETKU KPOBU ObLTH 60Jiee MOPIUHUCTHIE, YeM OOBIUHO,
U OHU OBLIM HAMOJHEHB MUKPOCKOTTMYECKUMU IMy3bIPbKaMU,
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Ha3bIBa€MBIMU 8akyossimu. OJHAKO, XOTS 3TU Pe3yabTaThl ObUIU
SIBHO HEHOPMAaJbHBIMHU, JJI1 MTOCTAHOBKM JUarHo3a OHU ObLIH
CTOJIb XK€ MyTHBIMU, KaK McT-PuBep nocie yparasa. K cuactsio,
MTOCKOJIbKY PaKOBHIX KJIETOK HakleHo He 6bu10, HamoseoHa He My-
YUIN HeCMelUPUIECKOH ITUTOTOKCUYECKOM XUMHUOTEpaInue.
Ha camoM :xe ziesie u3-3a ocobeHHOCTel paboThl GBA ero KOCTHBIM
MO3T ObUT HaMoJHEeH Makpodaramu, T03TOMY TTOSBIIMCH aHEMUSA
Y ObICTpas yTOMJII€EMOCTb.

[pu ganpHEHINX 06CIEA0BAHUAX BHUMATETBHBINM reMaToJIoT,
BBISICHSIA IPUYUHY CHUKEHUS KOJIMYeCTBa TPOMOOITUTOB, 3aMEeTHI,
yTo poAuTeau HamoseoHa 6bUTH AaTbHUMU POACTBEHHUKAMU, TI0-
TOMY YTO POJWINCH U BBIPOCIU Ha OZHOM U TOM XKe ocTpoBe B Ka-
pubckom Mope. OcTpoBa Ha3hHIBAIOT OOXKBUM JapOM JIJIsT TeHETHU-
KOB, TIOTOMY YTO Ha HUX 60JIbIlIe BEPOSITHOCTh OOHAPYKUTD peliec-
CUBHOE reHeTHYeCcKoe 3ab00IeBaHue, KOTOPOE CO3/IaeT MpoOIeMbl,
€CJIU YesIoBeK I0oTy4YaeT iBe KOIIMU STOT'0 T'eHa — I10 OIHOU OT Kaxk-
Zoro poguTesa. Ha ocTpoBax 1U3-3a UX U30JIALUYN U IOCKOJIBKY UHO-
T/Ia YKUTEIU CTPEMATCSA BCTYMATh B OPAK TOJBKO C WIEHOM CBOEH
TPYIIIIBL, HAIPUMED B PEIUTHO3HOM OOIIIHMHE, BEPOSITHOCTD, YTO HO-
CUTEU OJHOTO M TOTO K& BPeJOHOCHOTO TreHa (Bce MBI HeceM
OT 2 10 5 TaKKX TeHOB) BCTYIAT B Opak, BhIIE, Y€M B HEU3OJIUPO-
BaHHBIX cOOOIeCTBaX, TAKUX KaK OOJBINIOHN ropoy,.

OTOT AOTOIIHBIN TeMaToJIOT IIPEeATIONOXWI, YTo y Hamoneona
MOJKeT ObITh CMHAPOM I'epMaHcku — [Tyaiaka — peiKoe pelecCuB-
HOe HacJieICTBEHHOe 3ab0JieBaHue, TP KOTOPOM B KOCTHOM MO3Te
HaKaIUTMBAETCA APYTOH BU/ KJIETOYHOT'O MycOpa, OOJIbIIIe ITOXOKUH
Ha KyCOYKH BolreHol Oymaru. KpoMme Toro, oivH u3 mpeakos Ha-
ToJieoHa OBUT aThOMHOCOM C OY€Hb CBETION KOXell, CBET/ILIMU BO-
JIOCaMH¥ Y CBETJIBIMM IVIa3aMU, a cMHApoM 'epmancku — [lyanaka
MOJKET IPOSIBJIATHCSI TAKUM 06pa3oM.

Tem He MeHee HamosieoHy He cZeiajy reHeTUYECKUY aHaIu3
Ha cuHZpoMm ['epmaHcku — [lyzanaka, IOTOMY YTO 3TU aHaJIW3bI
He OIUIAYMBAJIMCh €ro MeIUITMHCKON cTpaxoBKoi. [Touemy? CuH-
ZpoM T'epmancku — Ilyzjiaka He CUMTAETCS CTPAXOBBIM CIIydaeM,
TIOCKOJIbKY ZIJI1 HETO HeT JiedeHusd. KoMnaHuAa 3adBuia, 4YTo, XOTA
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pe3yabTaThl aHajau3a MoMoTyT HarmosieoHy y3HaTh 0 CBoeM Oyay-
1eM 1 GyZIyIIieM er0 CEMbH, OHU TIPAKTUYECKH HUKAK He TIOBJIHMSIOT
Ha MEIWLIMHCKUY YXO/ 3a HUM?,

MBI TIOTIBITATUCh OITPOTECTOBATH 3TO peliieHue. S IUIHO BCTpe-
TUJICS C BpayoM, paboTaBIIMM B CTPAXOBOM KOMITaHUH, 06CITy-
>kuBaroleii Hamoseona, 4To6bl 06CyAUTD 3TOT caydaid. f paccka-
3aJ eMy UCTOPUIO U HAITK BBIBOABI, HO CTPAXOBIIUK HaM OTKaszall,
HaMIA BEXXIUBHIN CI0CO6 Ha3BaTh MeHS YIeHBIM-BBICKOUKOM, KO-
TOPBIN 3aKa3bIBAET CIMIIKOM MHOTO TE€CTOB /ISl CBOUX MallueH-
TOB, — «JOKTOp JloH KUXOT», OIMH U3 TeX, KOTOpble TOHAIOTCI
3a IUaTHOCTUYECKUMU «BETPAHBIMU MEJbHHUI[AMU» U Pa30PSIOT
HaIlly CUCTEMY 3/IpaBOOXpaHeHUs (0HAKO MPU 3TOM He YIOMA-
HYJI CTOUMOCTh CTPaXOBBIX B3HOCOB). MBI 6€3yCIeNHO HITATHUCh
HaMNTH UCCIeZI0BATENbCKYIO Tab0paTOPHIO, KOTOpas 3auHTEPECOBa-
Jlach 6bI U3yYeHreM TpoMOonuTOB HaloseoHa ¢ IIOMOIIBIO SIEK-
TPOHHON MUKPOCKOTIMHU: TaK TOXKe MOXKHO OBLIO OB TOCTABUTh
[IMarHo3, He TIaTsd 3a obcieZoBanue. KinHuyeckue MccaenoBa-
HUS ¢ 6eCIUTaTHBIM FeHETUYECKUM aHAJTU30M BCTPEYAIOTCS OYEHb
penKo, u, IyMaio, BaM OBl He XOTeI0Ch, YTOOBI Bpauu CUUTAIU Bac
HAaCTOJIbKO MHTEPECHBIM CIy4aeM.

He To/bKO cesle3eHKa, HO 1 ITedeHb HarloneoHa OblTa yBeIrYeHa.
Ero math u 6paT cTpazanu ot 6onesHu [lapKUHCOHA, U 9TO TTOBHI-
1I1aJI0 BEPOSTHOCTD TOTO, 4T ¥ Harosneona 6osesus Tomre. (Cuura-
eTcs1, 9To 60s1e3Hb [01lIe MOXKET BBI3BIBATh MTAPKUHCOHU3M, TTIOTOMY
YTO «CKOMKaHHas1 6yMara» OTKJIaJbIBAETCA B MUKPOTJIUY — MaKpO-
darax HepBHO# cHCTeMBI.) YTOOBI MOMBITAThCSA pa306paThCI B CUM-
nromax HamoseoHa, ero HampaBWIK K TaCTPOIHTEPOJIOTY, U OH CO-
CpeZIoTOYMI BHUMaHUe Ha MeYeHU, KOTopas HaCTONIbKO YBEIUYHU-
JIach, YTO 3aHs/Ia TIOUTH BECh KUBOT U TOYTH Kacajiach CeJIe3€HKMU.,
[leyeHb He PA30PBETCA TAK YK JIETKO, KaK HEXHAsA cesle3eHKa. JTO
TTO3BOJIIO 6E30MaCcHO POBECTHU JIFOOble MHBA3UBHBIE MPOIEAYPHI,
KOTOpbIe TTOMOTIN ObI TTOATBEPAUTD WK OMPOBEPTHYTH HATHYME
BO3MOXKHBIX 3ab0eBaHui. MBI MOZI03pEBAU €llle OfHY HacJe-
CTBEHHYIO 60JIe3Hh — TeMOXPOMAaTO3, KOT/[a YKeJIe30 B OMAaCHBIX KO-
JINYeCTBax HAKaIUIMBAETCA B IIEUEHU U APYTUX OpTaHax.



26 BPEMA TEHOMA

FacTpOsHTEPOJOT TPOBEN OUOTCHUI0 TeYeHH. DTO OBLIO
YTO-TO BPOJl€ AUATrHOCTHUYECKOTO IOAOpaChIBAHUS MOHETHI.
Ecuyt GBI BBITIAJ «OPeJi», MBI HALIUTH ObI HAKOTUIEHWE BOCKOBUTHOTO
Mycopa B IeueHH, Kak npu 6osme3nu ['epmancku — ITyzanaka. Eciu
«pelllKa» — MbI ObI HallUTA OeJTble IEHUCTHIE MaKpodaru, yKa3biBa-
folye Ha 6os1e3Hb Torre. Ecii O6bI MOHeTa Jieryia Ha pebpo, Hy:KHO
6bUTO OB HAUMHATH BCE C HYJIA.

[Tox MHUKPOCKOIIOM KJIETKM IledyeHH HarmosieoHa BHIVIAZENTU
CWIBHO TOBpEXAEHHBIMU. HeKOTOphIe U3 HUX OBLTH 3aMeleHbl
JIUTIKUMU 6eJTKOBO-YIIEBOAHBIMY BOJIOKHAMU, KOTOPhIE UTPAIOT
B HallleM OpraHuU3Me pOJIb U30JIeHTHl. Bpaun Ha3bIBaIOT 3TO Hay4-
HBIM TEPMUHOM (u6po3. T1aTomor He CMOT CKa3aTh, OBLIO JIU 3TO
MOoCIeCTBUEM BO3eMCTBUSA KAaKOT0-TO TOKCUHA (HampuMep, Xu-
MHYECKHUX BEIIECTB Ha paboTe) WM JKe MpUYMHa Oblla TeHeTHYe-
ckas. TakuM o6pa3oM, pe3y/IbTaThl OKa3aarch BeChMa Heompee-
JIEHHBIMU.

Ho 6bL1 ellle OAWH BaXKHBIN aCIIeKT, Ha KOTOPHIH 06paTHI BHU-
MaHUe TIaToJIOT: B TIeYeHU MPUCYTCTBOBAJIU MTEHUCTHIE MaKpodar,
xXapakTepHble A9 6oe3Hu [ollle, ¥ 3TO HaBeJO HAC HA TOYHBIHM
AUarHos.

[TockonbKy A1 3TOr0 YarHo3a CyllecTBOBAJIO JiedeHue, CTpa-
XOBasl KOMIIaHUA comiacuaach OIIAaTUTh «ZoKTopy JloH Kuxoty»
reHeTUYeCKOe ucciezoBaHre HamoeoHa 11 MOATBEPKAeHUA 60-
se3uu loire. MBI B3sUTM KPOBb M OTIIPABWIM B J1aOOPATOPUIO IIPO-
BepuTh red GBA. TaMm npusBasu Ha IOMOIIb TeHETUIECKOT0 «y4e-
HMKAa 4apo/es» — TaK Mbl Ha3bIBaeM NOJIUMEPA3HYH0 UenHyo peak-
yuro (TILIP), 4To6HI caemaTh MIWLIHOH Komnii GBA reHa HarmosieoHa.
IILIP 6su1a paspaborana B 1983 r. Kapu Mymmicom u Maikiom
CMmuToMm c kosuteramu. IIpu BEICOKOM TeMIiepaType ABOMHAas CIIU-
panb JIHK paspyiraeTrcda. 3aTeM NpU MOHWXEHUU TeMIlepaTyphl
OTHOHUTEBBIE TTpaliMepsl (MajleHbKME CUHTE3UPOBAHHEIE ¢par-
MeHTHl JTHK, B3aUMOJOTIOMHSAIONIE ONpeZieIeHHbIE 00IacTH re-
HOMa) UIIYT Y HaXOAAT YYaCTOK C IOAXOAAINIIEH A HUX ToCeslo-
BaTEJNbHOCTHIO HYKJIEOTUA0B. OUUIEHHBIH GepPMEHT, Ha3bIBAEMBII
JHK-iomumepasa, 106aBisgeT HoBble 37ieMeHTHI (A, I, T u I') K KOH-
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11aM mpaliMepoB, U TeHeThYecKas MocieZoBaTelbHOCTh obpa3siia
pernuiupyeTca. OTOT LUKJ IIOBTOPAETCA MHOI'O pa3, U TOJIBKO
YTO CHUHTE3WPOBaHHbIE pparMeHThl CAMY CTAHOBATCS MaTPHUI[AMH
JJI1 CUHTe3a, ITI03TOMY IIPOIlecC yCUINBaeTcs B reoMeTpudecKoi
IIPOTPeCCHU, KaK IpU paclielIeHUH aTOMOB.

Ha cnepyromem stane THK ceKBeHUPYIOT — 3TO MOBTOPEHUE
rpolecca CuHTe3a, Ho Terepb ecTb A, 11, T u I, okpalneHHbIe cienu-
aMbHOM QUIyopecIupyIolell METKOM, KOTOpasi pearupyeTr Ha CBET
aproHa, IMOKa3bIBasi, I7le KaKOW HYKJIeOTH. B KOHIle KOHIIOB CEK-
BeHarop JHK, aHanusupysa orpoMHOE MHOXKECTBO HYKJI€OTUAHBIX
TIOC/I€ZIOBATETbHOCTEHM, OTIPEAEISET, Ile HAaXOAUTCA KaXKAbIN ppar-
MEHT 3TON MO3auKH, ¥ MBI [TOJIy9aeM OTBET.

B ciydae ¢ HamoseoHOM MBI HallId MYTallUio, KOTOPYIO UC-
Kaju. Y Hero 6bUT0 ZIB€ KOITUY MYTUPOBABIIIETO I'eHa, KOTOPHIH €r0o
POAVTENH TOIYIMIHN, BEPOSITHO, OT OOIIEro AajbHero Ipeaka, Io-
CKOJIBKY UX CEMbH JKUJIU Ha OTHOM U TOM JKe ocTpoBe B Kapub-
ckoM Mope. [Ipounsoruia 3aMeHa TOJIbKO OAHOM 13 536 aMHUHOKHC-
JIoT B 6esike GBA, HO 3TOro 0oKasajoch JOCTAaTOYHO, 4ToOB Haro-
JIEOH TSKeJI0o 3a001e.

Ota mytanusa B GBA yXe HeOZHOKpaTHO OOHapyXHBaIach Ipe-
sxkze. Vi3BecTHO, 4TO BIepBble OHA MOABWIACh OKouo 50 mokore-
HUU Ha3a/j, B nepuof PanHero CpelHEBEKOBbBA, y YeJI0BEKa, KOTO-
PBIi OBUT EBpEEM IO HAIIMOHATBHOCTH. ITpOUCXOXKIEHUE STOH My-
TallWU JIETKO MPOCJIEeAUTh 0 TOTO BpeMeHHU, aHAJU3UPYS ajuleau
9TOTr0 TeHa yV pa3HbIX 3THUYECKUX I'pymn cerofua. Kaxawiii pas,
KOT/Ia CTIepMaTOo30u/, U sTfIeKIeTKa CIUBAIOTCSA, POAUTENbCKIE Te-
HOMBI OO'beIUHAIOTCS 1 IIEPEMEIINBAIOTCA. MI3yIuB HEIHEITHIE ajl-
JIeJT1 ¥ HACKOJIbKO 3TH aJUTe N PasnyaloTCs y Pa3HbIX STHUYECKUX
TPYIII, MBI MOKEM OIpeIeJIUTh UCTOPUIO TON WU UHOM MyTallUM.
B HacToslllee BpeMs 3Ta MyTallus, BhI3biBarolasi 6osesHp loiie,
pacmpocTpaHuWIach 0 BceMy MUPY U yallle Bcero (HO He Bcerza)
BCTpeyYaeTcs y eBpees.

Eciu myTanusa BO3HMKAaeT y 4YejoBeKa, NMpUHaJIexallero
K OllpeZieJIeHHOU 3THUYeCKOMU I'PYIIle, B KOTOPOI IPUHATO BCTY-
aTh B Opak BHYTPHU 3TOU IPYIIIbI — KakK, HAIIpUMep, Y €EBPEEB, —



28 BPEMA TEHOMA

MyTanus 6yZeT pacpoCTPaHATCA BHYTPU TPYIIIBL. DTO MHOT/A Ha-
3BIBAIOT a¢hhekmom ocHosamens.

MyTanuu B pyrux resax, Hanpumep B reHe BRCA1, cBAsaHHOM
C PUCKOM pakKa MOJIOYHOMH >KeJie3bl, IIPO KOTOPHIN MBI IIOTOBOPUM
Mo37Hee, YacTO BCTpedaroTcs KaK y eBpeeB, TaK U Y HEKOTOPBIX JItO-
ZleH MICIIaHCKOT'O TIPOUCXOXK/IEHUS, KOTOPBIE, IIPETION0XKUTENbHO,
MOTYT OBITH TIOTOMKaMU OZTHOTO KOH8epco. KoHBepco — 3TO0 eBpen,
KOTOpbIe OBUTU BBIHYKAEHBI ITEPEHTH B KaTOMUIIU3M BO BpeMs Hc-
MIAHCKOW MHKBU3UIMH B XVI B., criacasich oT aymodage. Takum obpa-
30M, MO)XHO TIPE/ITIONIOXKUTD, YTO Y HarmosieoHa GbUT aIbHUIH TPeIoK
C TaKOH MyTauyeH, KOTOpbIi Oexxan Ha Kaprbckue octpoBa B HoBoM
CBerTe U Iiepeiai MyTaluio cBouM ZetsaMm. OHa nepejaBaiach U3 Io-
KOJIeHUA B IIOKOJIeHHUe, II0Ka IBOe ero MOTOMKOB He HAaIUIU ApPYyT
ZpyTa 1 He CTa/Ii CYaCTIMBBIMU poAuTenaMmu Hamosneona.

OZHaKo ecTb BEPOATHOCTD, UTO TaKasd ke MyTallUsa BO3HUKJIA
B ceMbe HamosieoHa ciydyaiiHO, He CBA3aHHAas HU C KaKUM KOH-
Bepco. HesaBucumo OT Ipousollesliero MHOI'O BeKOB Hasaj
[0 CJIyYalfHOMY COBIAJIEHUIO ITOMEeHAIach Ta XK€ aMUHOKUCIIOTA,
Y aKTUBHOCTHU 6eJTka XBaTUIO, YTOOB HOCUTENY TeHa BhDKIIH.

Myrarus, koTopas 6puta oOOHapyeHa y Hamosieona, 9acTHYIHO
mpenarcTeyeT GBA mpou3BoauTh «yOOPKy» opranuaMa. Hu y Jjio-
Ziel, HU Y )KUBOTHBIX He ObLIO HalifleHo Takoi MyTanuu GBA, Ko-
TOpas ObI MOJHOCTHIO BEIKJIIOYAIA paboTy 3Toro Oeska, HO II03BO-
JISi7Ia HOCUTENTIO BEDKUTD. ClleZIoBaTeNbHO, TTOMHAsA yTpaTa paboTo-
criocobHocTr GBA HECOBMECTHMA C JKU3HBIO.

Temeps, xorga guarHo3 nposAcHuicA, Hamoneon Havan Jje-
yuThCA. [IpUHIIAT TedeHus1 6oe3Hu Tolile TOHATEH KaXKJ0MY, KOMY
ZIOBOAWIOCh HABOAUTD YHUCTOTY B loMe. Eciu B reHe GBA ecTh My-
TaOWs U CUHTE3UPYEMBI OeI0K HecriocoOeH B IIOTHOU Mepe 3a-
HUMAaTbCsA YOOPKOH, BHI TIOJTyYaeTe MOMOITHHUKA — MOJEKYIAPHYIO
TOpHUYHYIO. BBl TIpuriaiiaeTe pabOTHUKOB C HaBhHIKaMu Gejka
GBA, KOTOpBIE TOMOTYT M36aBUTHCSA OT CKOMKaHHOW Oymaru, cKo-
MUBILecA B KJIeTKax.

HMsrorosnenuie 6emka GBA s manyeHToB ¢ 6ose3Hbio [otire —
0MOTeXHUYEeCKUH SKBUBAJIEHT BBICOKOT'O KYJWHAPHOI'O HCKYC-
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cTBa ¢ 61omxerom 6osee $400000 B roz. Ero mpuroTosieHue 1o-
X0Ke Ha IPUT0TOBJIeHNe KJIETOYHOT'O pary B OTPOMHBIX eMKOCTAX.
XoTs1 0OBIYHO €ro JeNaloT U3 KUBOTHBIX KJIETOK, ECTh BETeTapu-
aHckas Bepcusa 6enka GBA, mosydyeHHOro M3 MOpkoBHU. Korza
«pary l'omie» TOTOBO, €ro OTKUMAIOT U IPOLEXUBAIOT TAK, YTOOBI
ocTaJjcs ToibKo GBA. Ecii MCIOMb30BaTh TOJIBKO HEMOAUDUIIH-
poBaHHBEIH GBA, To okoso 95% Oenka He momajeT B Makpodaru,
KOTOpBIe B HeM HykzatoTcd. B nmporjecce mogrotoBky GBA mokphI-
BAIOT CIEIUAIBHBIMU caxapaMu, K KOTOPhIM Y MakpodaroB ecTb
0COObIe PelenTopHl, YTOOB MaKpodaru Ux Cheau; KpoMe TOTo, 10-
OaBJIAIOT M HEKOTOPEIE APYTHEe NHTPEUEHTHI, BKJIIOYasi aHTHOKCHU-
JIaHTBI, KOHCEPBAHTHI ¥ CTAOMIN3aTOPhI, KOTOPhIE, KCTATU, COZIEDP-
JKarTcs elnle U B unncax. [IoToM BbI BBOAUTE 3TY CMECh B KPOBb, U €€
moezaoT Makpodaru B ceie3eHKe, KOCTHOM MO3Tre U B IPyTUX Op-
raHax, rjae oHa HyHa. GBA — 6eJloK 0YeHb TPyA0/I00HUBBIN, TIO-
3TOMY /JOCTATOYHO BOCCTAaHOBUTH Bcero 10% GBA, uTo6wI 0becre-
9UThb paboTy KJIETKU.

Hamnoneony Havanu Kootk 3ameHuTenb GBA kaxzpie fBe He-
JIeJTH — B 9TOM CJTy4yae 3aMeHUTeTb ObUT C/IeJIaH C TTIOMOIIBIO KITOHU-
POBaHHOTO T'eHa B KJIeTKaX *KMBOTHBIX, @ He MOPKOBU. [10CKOIBKY
UMeJici OJHO3HAUHBIN pe3y/ibTaT reHeTU4YecKOW AMarHOCTUKU,
a MeZIMITMHCKAA JIUTePaTypa OTIUYHO MOATBEPXKJAa IPenMyIIe-
CTBa METO/la, CTpaxoBas KOMIIaHUA He CcTajla Bo3pakaTh IPOTUB
ZIOporocTosiIel pepMeHTO3aMeCTUTENIbHOM Teparuu. MoJIeKyIsip-
Has TOpHUYHAasA Havasa yOOpKy Mycopa, KOTOPhIM HaKalIMBaJICSI
B OpraHu3Me C caMoro pokKAeHU:A. 3a HeCKOIbKO MecAlleB MUJLIH-
OHBI KPOIIIeYHBIX BCIIEHEHHBIX BaKyoJsel, 3arpOMOXK/IaBIINX €ro
KOCTHBIN MO3T, TIeUeHb U cejie3eHKY, ObLIH TlepeBapeHbl MaKpo-
darammu.

Cetiuac HaroseoH 4yBcTByeT ceb6s jydine. Ero 601b yTHXia,
[la ¥ aHaym3 KpoBu yayurmicsa. OH mepecTasn CTpajaTh OT 3ara-
JIOYHOT'O XPOHUYECKOTO 3a60JIeBaHusA, KOTOPOE MOKET JINIIUTh €r0
JKU3HU WIU CPEZICTB K CYIIECTBOBAHUIO WIH (UTO ellle Xy»Ke) 3acTa-
BUTh 3aMUPaATh OT CTpaxa 3a cBoe Gyzyiiee, B KOTOPOM MOTJIN ObI
BO3HUKHYTb MHO)XeCTBEHHEIE MUeJIOMEL, 6071e3Hb [TapKIHCOHA U TIp.
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Tenepp Hamosieon Mano yeM OTIMYAETCS OT ThICAY JPYTHUX JIIOZAEH,
KOTOPBIX OH BCTpeYaeT KaK/bIH ZIeHb 110 Zopore B 6oabHUILY. Cel-
Yac y Hero ropaszio 60JIbIile CHJI ISt UTP CO CBOUMH JIeTbMU. Byzem
HaZleAThCs, YTO TeHeTUIECKUY PUCK BHE3aITHOM cMepTH OT BHYTpeH-
HEro KpOBOTEeUEHU /IJIs1 HEro B MPOIUIOM. JledeHue 6osre3nn [ome
O4YeHb HeJelIeBo. B iesioM eXXerofHo Ha OAUH Iipenapar A1 jede-
HUA TOJBKO 3TOTO Hac/IeCTBEHHOTO 3a00IeBaHUsA TPATUTCA CyMMa
BCETO B TPU pa3a MeHbIIIasA, YeM BeCh OIO/DKET IpoeKTa «[€HOM Je-
JoBeKa». Cetiuac B mupe okos10 10000 maiieHToB ¢ 60/1e3HbI0 To1Ire.
Oxoo 5000 mosry4gatoT GpepMeHTO3aMeCTUTENBHYTO TEPATIHIO, OOJTb-
IIMHCTBO M3 HUX IUIATAT 3a JedyeHue MeHbie $400 000. [TpumepHO
10% — B GOJIBIIMHCTBE CBOEM 3TO JIIO/U, JKUBYIIYE 3a IIpeaeIaMu
CIIIA, — mWIaTAT O4YeHb MaJIo WK BOOOIIE HUYETO.

[Touemy 5TO JleueHHe Tak goporo? OT4acTu rofOBBIE 3aTPATHI,
MpeBBIMIAIOIINE CTOMMOCTb aBTOMOOWIA Maserati, 3To pe3yabTaT
npuHATOoro mpasuTtenbcTBoM CIIIA B 1983 1. «3akoHa 06 opdaHHBIX
mpernaparax»>, ITOT 3aKOH Iepro/Jia aIMUHUCTpaIuy PeliraHa 101-
JKeH ObUT CTUMYJTMPOBaTh GpapMalieBTUYeCKre KOMITAaHUH K CO3/ia-
HUIO JIEKapCTB OT peZIKUX 3aboeBaHuii, TaKUX KakK 60ye3Hb [olile,
MTOJBECUB Y HUX ITepe/i HOCOM «QUHAHCOBYIO MOPKOBKY», B YaCTHO-
CTHY paspelIuB Ha3Ha4YaTh JI00YIO IleHy Ha 0J0OpeHHbIN IpernapaT
B TeuyeHUe MePBhIX CeMU JieT (KpoMe TOTO0, HECKOJBKO JieT 06aB-
JIAIOT HEN30EXKHbIE IOpUINYECKHE IPOBOJIOYKH). 3aKOH 3ampelaeT
BBIITYCK KOHKYPUPYIOIIETO MpenapaTa AJs TOH e 60le3HU, ecu
TOJIBKO He I0Ka3aHo IIPeBOCX0/ICTBO 3TOTO IIpelapaTa Ha/l yiKe yT-
BePXKJEHHBIM.

Toraa agymanu, 94To 6e3 3TUX CTUMYJIOB dapMalleBTHYeCKHe
KOMIIaHWM He OyAyT TPATUTh A€HbI'Y Ha UCCIEOBAHUSA JIEKAPCTB
OT peakux 3aboyeBaHuil. Kak mpaBuiio, 3ammyck Ha PbIHOK HOBOTO
mpernapara B 610pOKpaTU3HPOBAHHOM, PETYIMPYEMOM M JII00sIIEM
cyznebHble pa3brpaTebCTBa 3aMafHOM OOIIeCTBE — 3TO AJTUTEb-
HOe, CJIOKHOe U PUCKOBaHHOe OW3Hec-HayMHaHUe. U ero crou-
MocTb B XXI B. npeBrimiaer $1 mipz.

Celiuac ecTb I10 KpaiiHeil Mepe 4eThIpe KOMIIQHUM, IIPOU3BO/A-
II¥e JIEKapcTBO OT bose3nu Tolle, 0ZIHAKO, KaK HU CTPAHHO, LleHa



