\

Photographs by Ethan Hill

MEAQMLMHA

nyTb
U3

N

cC

MHPA
BESMOABMA

JlocTUTHYT IOJITOK IaHHBII Iporpece
B JIEYeHU U TITYXOThI ¢ TIOMONIbIO
reHHO MHKEeHepun
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MeanumHa

Aunna Paitn MapoH (Dina Fine Maron) — 6bIBLUMI 3amecTUTe/Ib
pegakTopa Scientific American. B HacTosLLee BpemaA paboTaeT
penopTtepom B }ypHase National Geographic.

Ob ABTOPE

anHa Kopaepman (Hannah Corderman) n3o Bcex cui cTa-
paeTcd 3aIloJHUTH ITPpo6esbl B CBOEM BOCHPUATHUU OKpPY-
JKAIOIEr0 MUpa, HO IIOKA OHU TOJBKO yBEJINYUBAIOTCH.
OHa He Bcerja CJABIIIUT COOECEeHUKA U IIPOCTO KUBAET
WUJIM yIbI6aeTcAa B OTBET, KOTJa €M KasKeTCs 3TO YMECTHBIM.
YnaBauBaTh OTAEJbHBIE CJIOBA CTAHOBUTCA BCE TPYJHEE,
HECMOTPS Ha TO YTO YCUJIMUTEJIb I'POMKOCTU 3BYyKa B e€e

YCTPOMCTBE BBICTABJIEH HA MAaKCUMyM. «MHOroe u3 TOro, 4To MHE TOBOPAT, I COBCEM
HE CJIBIILY, — ceTyeT oHa. — Ho A cTaparoch XO0Ts ObI JOMBICTIUTD.

JloMBICTUBATh TOXKE CTAHOBUTCSA BCE TPYAHEE.
XaHHa cTpajaeT HacjJaeJCTBEHHBIM 3aboJeBa-
HUEM N0Ji Ha3BaHUEM «CUHAPOM Alllepa», KO-
TOPBIN TPOABJIAETCA MEJJIEHHON, HO HEYKJIOH-
HOU yTpaTol IBYyX OCHOBHBIX YyBCTB. [Ipuyn-
Ha TOMY — MyTallds, BBIBOJAAILIASA U3 CTPOSA
6eJIKH CTPYKTYp BHYTPEHHEro yXa U ceTdaT-
KM, KOTOpble OTBEYAOT 32 BOCIPUATUE 3BYKa
u cBeta. Ha paHHeM sTame yXyAIIEHUS CIy-
Xa ellle B IOAPOCTKOBOM Bo3dpacTe XaHHaA Ha-
Jajga TepAThb 3peHHe U BBIHYK/eHa Oblaa OT-
Ka3aThCA OT BOKJEHUA aBTOMOGUIA B TEMHOE
BpeMsd cyToK. HefaBHO 3TOT mpomecc yCKOPHUII-
cda. CerogHd, B cBou 24 roja, oHa IJIOXO BUJUT
yie u aHeM. Hukakue nMeroniuecsa B Paclo-
pAMKEHUH Bpadel cpecTBa He ITI03BOJIAIOT 3a-
MeJJINTh IIPOIleCC, U AEBYIIKA OCO3HAET, YTO

B [/lyx0Ta— O/ MH U3 CaMbIX PacnpOCTPaHEHHbIX BPOXAEeHHbIX gedpeKToB. Cpean HeMHOrnx cnocoboB u3baB/eHUA OT Hee —
reHHas Teparnus, NpoLueALlas NPOBEPKY B OMblTaxX Ha }KUBOTHbIX.
m be30nacHoCTb M 3P HEKTUBHOCTL 3TOrO METOAa A0Ka3aHbl B XO4e /1e4eHnA 60/1bHbIX C HEKOTOPbIMU APYFMMU MATO/I0rMAMM
W cerogHA anpobupyroTCA B KAMHUKeE A7 60opbbbl c noTepeit ciyxa.
m OguH 13 MHoroobelLLatoLLMX NoAX0A0B COCTOUT BO BBE/,EHUM BO BHYTPEHHEE yXO YacTHL, HECYLLIMX HOPMa/IbHYHO KOMUIO
AepeKTHOro reHa, OTBETCTBEHHOIO 33 NaTO/10r 1. MaHUNyALUK, MPOBeAeHHble Ha 1a00PaTOPHbIX MblLLAX, IPUBE/IN B pAse
C/ly4aeB K MOYTH NMO/IHOMY BOCCTAHOB/IEHUIO C/1yXa Y MOAOMbITHBIX }KUBOTHbIX.

OCHOBHBbIE NO/1I0XKEHUA

gyepes AecATh, a €CJIU IToBe3eT — uepes 20 jgeT
OHa ITOJTHOCTBIO OTJIOXHET U OCJIEITHET.
Pe6enkoM XaHHa HPOCTO CJBIIIAIA YyTh
xyse Apyrux. Ho ogHaK Al 1eTOM, yike Oy Ay Iu
CTYZEHTKOU, OHA, INIAAA pa3 3a pa3oM Ha HOY-
Hoe He0Oo U3 OKHa cBoero fjoma B Huaeme, mraT
MaccauyceTc, BUjeJla BCe MEHbIIE 3Be3J —
U noayMaiaa, 4YTO HMX 3aKpbIBAlOT o6Iaka.
Ho 3Be3abl mpojomkal ucde3aTh, U XaHHA
ob6paTujack K Bpady. /luarsHos 6bLI y:Kacalo-
INUH: cHHAPOM Allepa TUII 2A, yTpaTa 3peHusd
U cIyXa, pa3BUBAOIAACA B Te4eHHEe MHOTHUX
JieT. OHa IpUHAIA 3Ty BECTD CIIOKOMTHO — U pe-
II1JIa, YTO €€ ¥KU3Hb OyZieT mpojoKaTbes. Ce-
T'OJIHA, CIIyCTS CEMB JIET ITocJIe IIOCTAaHOBKU AU-
arHo3a, OHa OKOHYMJIA KOJIJIEK U 3aHNMAaeTCA
MapKeTUHIOM B CEMEUHOU KOHCTPYKTOPCKOM
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KOMIaHUU, 60pACh N30 BCEX CUJI CO CBOUM He-
JAyTroM, KOTOPOMY, KaK OHa caMa FOBODHUT, €€
HE CJIOMUTD.

Bpauu mMaJjio 4To MOTYT c/ieJlaTh B TAKOU CHU-
Tyanuu. MlHoraa oHU UMILIAHTUPYIOT GOJIBHO-
My KOXJIeapHBIU aniapaT, KOTOPBIA Bo30y k1A~
€T CJIyXOBOU HEPB B 00X0/1 BOJIOCKOBBIX KJIETOK
BHYTPEHHEr0 yXa M JlaeT XOTh KaKHe-TO CIy-
XOBBIE OIIYIIEHMA, XO0TA U BeCbMa IIPUTYIIJIeH-
Hble. YTo KacaeTcdA Iya3, TO peTHHAJIbHBIE
3JIEKTPOCTUMYJIATOPHI CBETOUYBCTBUTEIbHBIX
KJIETOK IIPUMEHAIOTCA PEJIKO, IIOCKOJIBKY IOITY-
JyaeMoe n3o6pakeHne CIUIITKOM AaIeKo OT pe-
AJIBHOCTH.

Henbasa ckas3aTh, 4To KopaepmaH HEyKOCHU-
TENIbHO CJIEAUT 3a My6IUKAUAMU B HAy YHBIX
JypHajlaxX, HO OHa 3HaeT 00 3KCIepUMeHTax
Ha HECKOJIbKUX COTHAX MBbIIIel B psaje 1a6o-
patopuii B BocToHe, He Tak JJaJIeKo OT ee loMa.
Iloxy4deHHBIE B pe3yabTaTe IleJeHalpaBIeH-
HOTO CKPENIUBAaHUA I'PBI3YHBI CTpajalyd TeM
e 3abojieBaHMEM, UTO WM OHA, HO CUTyaIlud
C HUMHU ObLia jJy4ie. Mcrnoab3ysda MeTOABI I'eH-
HOM Tepanuu, 6MOJOTU BKIIOYUIN B UX T€HOM
cermeHTHI [THK, KoMIIeHcupyIoIne JUCHYHK-
nuio gedeKTHBIX I'eHOB, KOTOpBhle KOAUPYIOT
aHOMaJbHBIEe OeJKU. B mpoiiom roay 6uoJior
I'Benasnb HKeneor (Gwenaélle Géléoc) ¢ komne-
raMu U3 BoCTOHCKOI 1eTCKONM GOJBHUILBI CO-
obuiuau o 6ecrperieIECHTHOM ycIlexe B BOcCTa-
HOBJIEHUU CJIyXa y TAaKUX MBIIIEH nocjie UHPY-
3uu JIHK Bo BHyTpeHHee yxo. [IppuMepHO B 3TO
#Ke BpeMs Ipylia y4eHbIX U3 'apBap/cKoii Me-
JUIITHCKOH IITKOJIBI JOCTHUIJIA YCIIEeX0B — IIpaB-
na, 6o1ee CKPOMHBIX — B IPUMEHEHHH aHaJIo-
TUYHOIO IOAXO0Ja KJIEUYEHUIO MBIIIEH C Apy-
T'UM HacJIe/ICTBEHHBIM 3a6oseBaHueM. TpeThbsa
rpynma HeJaBHO HCIIOJIb30Bajla METOM PelakK-
TUPOBAHUA I'€HOMA [/ HOKAyTUPOBAHUSA Je-
¢eKTHOro reHa y rpbI3yHOB € «cUHApoMoM Bet-
XOBEHa», JPyToil pasHOBUJHOCTBIO IIpoOrpec-
cupylolell IIyxXoTbl. Bce aTH gocTUKeHUA
MO3BOJAIOT HAJEATHCA HA TO, YTO TeHEeTUYe-
CKU 0OyCJIOBJIEHHYIO INIyXOTy — caMylo pac-
npoctpaHeHHy0 B CIIIA maToJIOTHIO U3 BCEX
60oe3HEN TaKOro poja — MOIKHO BBIIEYUTH
U laKe IPEeJOTBPAaTUTh.

3a NoOMOLLbIO K BUpycam
Y reHHOU Tepanuu AOJTroe, IIOJTHOE YCIEXOB
u Heyzad rnpouuioe. B 1999 r. npousories Haze-
JIaBIIUM MHOTO IIIyMa TParu4ecKUuy WHIUJAECHT
c 18-neTHUMM mNanUEHTOM II0 UMeHHU J[[sKeccu
Jxencunmxep (Jesse Gelsinger), cTpagaBIIIM
IeYEHOYHOM HEJOCTATOYHOCTBIO: OH YMED B X0/
OJHOI'0 M3 IIE€PBBIX KJIMHUYECKUX HCIBITAHUU
C MCIIOJIb30BAaHUEM TE€HHOM Tepaluu, ITPOBO-
JAUMBIX B IleHCHMJIbBBAHCKOM YHHBEPCHUTETE.

wWww.sci-ru.org

XaHHa KopdepmaH mcusem c cuHopomom Awepa ¢ poxwcdeHus. Ee cayx
U 3peHue Med/1€HHO, HO HEYK/IOHHO yXyOwdiomcs.

B kayecTBe BEKTOpA JIJIA JOCTABKU B OPTaHU3M
HYKHOTO I'eHa OBbLI UCIIOJb30BaH OAUH U3 BU-
PYCOB, HO €T0 032 U UMMYHHBIU OTBET OBLIN
CJIUIIIKOM BBICOKH, UTO IIPUBEJIO K Ay TOUMMY H-
HOU aTaKe Ha OPraHU3M ITallUeHTa U ero I'u-
6enu. Tparenuda oxjajauiaa dHTy3ua3M oOIe-
CTBEHHOCTHU, (pUHAHCUpOBaHUE PaboT ObLIO
ypes3aHo, a Bpayd B CBOE€M OTHOIIIEHUH K I107006-
HBIM 9KCIIEPUMEHTAaM CTaJI KpaifHe OCMOTPH-
TEJIBbHBIMH.

BripoueM, ocTaBaJUCh 9HTY3UACTBI, KOTO-
pble IIPOAOIKAIY UCCIEJOBAHNSA, B OCHOBHOM
Ha U30JIMPOBAHHBIX KJIETKAX U JIA00OPATOPHBIX
JKUBOTHBIX, B HajlexJe paspaboTaTb METO-
JIbI Tepalliy, HalleJIeHHON Ha TaKue CJIOMKHBIE
3abosieBaHUA, KAK OCTEOAPTPUT, PaK U Aua-
6etr I Tuna. OHU YMEHBIIUIN 03y BUPYCHBIX
IIpenapaToB, UCIOJIb3yeMbIX B KQUeCTBE BEK-
TOPOB, YTOOBI HEe BBI3BATh CJIUIIKOM CUJIBHBIN
HUMMYHHBIA OTBET, & KPOM€ TOT'0, OTKa3aJIICh
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[eHeTMKM CKOH-

cTpynpoBanu
reHbl /1719 BBEAEHNUA
MX B BO/IOCKOBbIE
K/1@TKU BHYTPEH-
Hero yxa, a Takxe
MoguduLmnposanm
O/IMH 13 BEKTOPOB—
NepeHOCHNKOB 3TUX
reHoB — a/leHoacco-
LIMMPOBaHHbIN BUPYC.

M3 BupycHoM
4acTuLbl yaanawoT
reHbl, OTBEYatoLne
3a ee MHPEKLMOHHOCTb,
M 3aMEHAIOT UX FeHamu
BO/IOCKOBbIX K/1€TOK.

BupycHyto

4acTuuy, He-
CYLLYIO MHTaKTHbIE
reHbl BO/IOCKOBbIX
K/I€TOK, MHBeLMPYIOT
BO BHyTpeHHee yxo.

AAV unpuumpyet

ABa Tuna Bo-
JIOCKOBbIX K/1€TOK. O6a
OHU CYLLLeCTBEHHbI ANA
BOCMPUATUA 3BYKQ,
M MyTaLMm1 B COOT-
BETCTBYIOLLMX FeHax
JIMLIAIOT UX ITOW BO3-
MOKHOCTU — MO/IHO-
CTbIO U/IM HAaCTUYHO.

AfeH0accoLUUPOBaHHbIN MHTaKTHbIN reH

Bupyc (AAV)

Rak BocecTaHOBUTD CIIyX

HekoTopbie 13 Hanboee pacnpoCTPaHeHHbIX MPUYUH MO-
Tepu C/yxa B PaHHEM eTCTBE UMEIOT FeHeTUHECKYI0 Npu-
pogy. 3a BOCMpUATHE 3BYKOBbIX CUFHA/I0B U nepegady ux

B FO/IOBHO MO3rI OTBEYAlOT BO/IOCKOBbIE K/E€TKU BO BHY-
TPEHHEeM yXe, HO B pe3y/ibTaTe MyTaLuii OHM YTpainBaoT
3TY CMOCOBHOCTL. OMbIThl Ha 12A6OPATOPHBIX MblLLAX NMPU-
Be/IM K pa3paboTKke MeTo/a 3aMeHbl MOBPEX4EeHHbIX FeHOB
Ha MHTaKTHbIE. /119 3TOro NOC/1@AHNE BK/OYAIOT B HaCTH-
Lbl MOAMPULMPOBAHHbIX a4eHOaCCOLMMPOBaHHbIX BUPYCOB
(AAV) v MHBELMPYIOT UX BO BHYTPEHHee yXo. [IPOHUKHYB

B BO/IOCKOBbI€ K/1€TKM, BUPYC BbICBOOOX4aeT HOpMa/ibHble
reHbl BO BHYTPEHHIOK cpeay yxa. Ecam 3ToT nogxoga npos-
BUT ce6A XOPOLLO B KAMHUYECKMUX UCTbITAHUAX, €70 MOXHO
6yaeT Mcno/b3oBaThb 418 YCTPAHEHWA NaTO/I0r MU MPU POXK-
AeHnn pebeHka.

Be k1 — NpogyKThl BCTPOEHHbIX

r€HOB — YKPEen/IAIOT NOBpesKAeH-
Hble BO/IOCKU. OHUM CTaHOBATCA ynpyru-
MW 1 PACMO/IONKEHHbIMU YNIOPAAOYEHHO,
a He XaoTU4eCcKu.

~ BHyTpeHHue
BO/IOCKOBbIE K/1eT
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OT aJICHOBUPYCOB B KauyeCTB€ BEKTOPOB MU IIe-
PeuLIn Ha BUPYCHI IPYTUX Pa3HOBUJHOCTEMH.
Oco6eHHO MHOr006eaIuM IPeACTaBIAICA
a/IeHOACCOIMUPOBAaHHBIN BUpyc (AAV), OKa3bl-
BAIOIIUU MATKOE BO3/EVCTBHE HA UMMYHHYIO
cucTeMy. B HEKOTOpBIX ciy4dasgX BEKTOPHBIE
BUPYCHI IPEJBAPUTEIbHO YIIAKOBBIBAJIU B :KU-
Bbl€ KJIETKM U B TAKOM BH/I€ BBOJHWJIM B Opra-
HH3M-MHUIIEHb, YTO CyaJIo I10JI€ UX AeHCTBUA.
'maBHBIMHU B 3TOM 00/1aCTH UCCJIEJOBAHUI CTa-
JIK «10A060p BEKTOpPA, OITUMAJIBHOrO I aH-
HOro 3aboJjieBAaHUA U MUIIEHU, a TAKKE €ro
no3eD, — ropoput CuHTHA Janbap (Cynthia
E. Dunbar) u3 HanmmoHaabHBIX HHCTUTYTOB
3/I0pOBbsl, KOTOpad HEJaBHO 3aHHMaJIa IOCT
npe3uieHTa AMEpPUKAaHCKOro obmiecTBa I'eH-
HOM U KJIeTOYHOU Tepamnuu.

Bce 3Tu ycoBepIIEeHCTBOBAHUA 1IN
pesyabrarhl. HemaBHO YnpaBieHUe
110 CAHUTApPHOMY Ha/JA30py 3a Kade-
CTBOM IIHINEBBIX IPOAYKTOB U Me-
aukameHTOB (FDA) CILIA BelgaJio He-
CKOJIBKO pa3pelleHUY Ha IpUMeHe-
HUe TeHHOH Tepanuu B MeJUIIHHE,
yKa3blBasd TEM CaMBbIM, YTO BpeMH pe-
BOJIIOIITMOHHOTO II0/IX0Ja HaKOHEI-TO
npumnuio. B asrycte 2017 r. FDA pano
3eJIeHbIH CBET OJHOU M3 pa3HOBUIHO-
CcTed reHHOU Tepalliy 1101 Ha3BaHUeM
Kymriah, HanpaBiieHHONU Ha 60pb0Oy
co cunertupuyeckor GpopmMoi Jeiikos3a y geTeu,
a B fexkabpe Toro e roja oJ06puJIo IpUMeHe-
HHE MeToJa AJid Je4eHHUsd JIIoJeH ¢ peJKOoU Ha-
ciaeacTBEHHOU dopMol cienoTel. Papmanes-
TUYeCKHUe KOMIIaHUU U BEHYyPHble UHBECTOPHI
BKJIQJBIBAIOT B pa3paboTKNU METOJ0B I'eHHOM
Tepallluyd OrpoMHBIE cpeicTBa. Ha cocToas-
meiica B 2018r. emxerogHod KOHQEpEHIUU
AMepUKaHCKOro obliecTBa T€eHHOU U KJIeTOo4-
HOH Tepaluu IpUCyTCTBOBAJIO 3,4 ThIC. YeJIo-
BEK; IIATH JIET Ha3a/ ] YUCJIO YYACTHUKOB OBLIO
Bcero 1,2 TeIC.

CerofHsa B IIEHTP€ BHUMaHUA CIEUAINCTOB
HaXoAUTcA JedeHue G0JIbHBIX C ITIoTepel ciayxa,
KOTOpas 4acTO MMEET HaCJeJACTBEHHYIO IIPU-
poay. Cpean oObIYHBIX JIIOAEU ObITYET MHEHUE,
4TO IVIyXOTa pa3BHBAETCA C BO3pAacTOM WJIH
CTAHOBUTCHA CJIEACTBHUEM TPaBMBbI; Ha CaMOM
JleJie 3TO OJMH M3 CaMbIX PacIpOCTPaHEHHBIX
BPOK/IEHHBIX /Ie(DEKTOB: OH BCTPEYaeTCsA y TpexX
u3 1 ThIC. HOBOPOXKJAEHHBIX. Bojiee yem B 1osio-
BHHE CJIy4aeB IPAUYMHA KPOETCA B reHeTHYe-
CKUX abeppanusax; 9T0 OTHOCUTCS U K CUHAPO-
My Amrepa. TakuM nanueHTaM reHHasd TepaIus
II0Ka3aHa B IIEPBYIO OUepe/b, IIOCKOIBKY 3a I1a-
TOJIOTHIO OTB€YaeT MyTalus B €JMHCTBEHHOM
reHe 1, UAeHTUPUIIMPOBAB €€, Bbl Cpa3y IIo-
JydyaeTe IUarHo3. B HEKOTOpBIX ciayyaax, Kak

wWww.sci-ru.org

y Kopzaepmas, 60j1€3Hb IIpOrpeccupyeT MeJIeH-
HO, YTO II03BOJIIET YCTPAHUTh I'€HETUYECKHU 00-
ycJIOBJIEHHOE ToBpesxeHrne. OHO 3aTparuBaeT
BOJIOCKOBBIE KJIETKU BHYTPEHHETr0 yXa — UMeH-
HO OHU yJIaBJIMBAIOT 3BYKOBBIE BOJIHEI, IIPUXO-
JAIIie U3BHE, U IIepelaloT COOTBETCTBYIOIE
CHUT'HAJIBI TOIOBHOMY Mo3ry. ¥ KopaepmaH B pe-
3yIbTaTe MyTalliH B CIIeIIU(PUIECKOM I'eHe BO-
JIOCKOBBIE KJIETKH «OCJIA0JIEHBD, a MEXKAY TeM
9TU KJETKU UTPAIOT KJII0YEBYIO POJIb B BOCIPU-
ATUU 3ByKa. IX MOMKHO yHNOAOOUTH CHCTEMeE
3aiKUTaHUA B IBUTATe/Ie aBTOMOOUIIA, — TOBO-
put JdoBuj Kopu (David Corey) u3 I'apBapackoro
YHUBEpCUTETAa, KOTOPBIMA 3aHUMAETCA BOCCTa-
HOBJIEHHEM CJIyXa Yy JJabopaTOPHBIX MBIIIEH. —
Be3 HUX yCIbIIaTh YTO-TH60 HEBO3MOMKHOY.

l'eHHasa Tepanusa AJsA 3TUX KJIETOK — BO3-
MOYKHOCTBb HUCKOPEHUTH AedeKT, a He KOMIIeH-
CHUPOBATH €r0 C HOMOIIBHI0O BEICOKOTEXHOJIOT Y-
HBIX yCTPOMCTB. «/IOCTUTHYTBHIN B IOCJIeAHUE
rolbl IPOTPECC — BaKHBIM MHOT006EIIa 0N
mar B 60pb6e € INIyXoToi», — roBoput Teogop
®pugmanH (Theodore Friedmann) us Kanu-
¢opHutickoro ynusepcurera B CaH-/luero, Ko-
TOPBIN caM He IPUHUMAJ y4acTusa B COOTBET-
CTByIOIIUX pa3paboTkax. KoHeYHO, MBIIIb —
HE YeJIOBEK, U IIEPEHOCUTH IOJy4YeHHBIe
Ha IpbI3yHax pe3yabTaThl Ha Homo sapiens He-
KOpPpeKTHO. Ho OHU IPUOTKPBIBAIOT BEPE K I10-
CJIeYIOIeMY COBEPIIEHCTBOBAHUIO METOJOB
60pBOBI C TOTEPEN CiIyxa C IIOMOIIBIO TeHETUKH.

CTpoliHble pAAbl
OpHaxapl B 2017 r. g Habaogaaa, Kak acIu-
pasnT Kopu Bence [pepap (Bence Gyorgy)
n3 [apBapACKOro yYHUBEpPCUTETA «IPOCKAIIb-
3pIBaeT» B 9Ty aABepb. OH CKJIOHUJICS HAJ JIe-
JKalner Ha 1abopaTOPHOM CTOJI€ MBIIIBIO, Te-
HOM KOTOPO COAepsKa reHbl Te(PEeKTHBIX BO-
JIOCKOBBIX KJIETOK. MBIIb HaXOAUJIAaCh IIOZ
HapKo30M, U [IbepAb clie/Iaa KPOIIeYHbII Hal-
pe3 Ha KOoKe 3a yXOM KWBOTHOro. PasnBuras
TOHYAMIIIME CJIOM TKaHeH, OH JobpaJics 1o Ma-
JICHBKOTO y4acTKa CpeJHero yxa — MeMOpaHbI
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O/ iH U3 OCHOBHBIX KpHUTEPHeB
BOCCTAHOBJICHNA CJIyXa
Y MblIleli — UX peakiys Ha pe3Kuii
HEeOKIIAHHbIN 3BYK: OHM MTHOBEHHO
NONPbIruBaloT Ha mecre. Tar
BeIYT ce0s1 MHOTHIE NPOJIeUeHHbIe
'KIIBOTHbIE, HO HE Bee
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Ucnonb3ys supycel 015 00cmasKu QyHKUUOHA/bHBIX 26HO8 80 BHYMPEHHEE YXO 2/1yXux moiwell, [8eHas b Keaeok u fxuceddpu
Xo/m u3 BocmoHckoUl demckoli 60/1bHUYbI B0CCMAHABAUBAIOM CAYX Y NOOONBIMHBIX HCUBOMHBIX

OKHAa yJIUTKH, — OTKPBIBAIOIIETO AOCTYII K BHY-
TPEHHEMY yXY, U C IIOMOIIbIO TOHKOM UIJIbI Ha-
4aJl MEeAJIEHHO BBOJUTBH B HEr0 PO30BATBIN
pacTBop, cogep:xamuil npumepHo 200 MiIpnh
gacTull Bupyca AAV, Kamaasa U3 KOTOPBIX CO-
Jiepixajia HopMaJIbHYI0 KOIIMIO T'eHa, OIIOCPEay-
IOIIIETO BOCIIPUSATHE 3BYKA.

Hcnonbp3oBaHue BUPYycOB, Hanpumep AAV,
AJ11 TPAHCIIOPTUPOBKM CTOJIb JAParoleHHOIo
rpy3a HNoBbIIIAET HIaHChl FT€HOB IPUOBITH K Me-
CTy Ha3Ha4YeHUs BO BHYTPEHHEM yXxe. Brlfc-
HUJIOCh, OJJHAKO, YTO He 060 mramm AAV
NOAXOAUT AJA 3TOH 1eau. OTINYUTE]bHAdA
0CO6EHHOCTH ONITUMAaIbHOr0 AAV KaK BEKTO-
pa 3akjam4daeTcs B €ro CHOCOGHOCTU MHPUITU-
poBaTh BOJIOCKOBBIE KJIETKH HE OQHOIO, a IBYX
TUIOB. [Ipyrue ero IITaMMBbl JOCTABJIAIOT
JHK BO BHyTpeHHHE PAJBbI BOJOCKOBBIX KJl€-
TOK, KOTOPBIE OOIIIAIOTCA C HEPBHBIMU KJIE€TKA-
MH, HO HE rofAaTcs AJid UHPUIUPOBAHUA Ha-
PY®¥HBIX PAAOB, KOTOPbIE B IIEPBYIO O4YEPENb
OIIOCPEAYIOT yCUJIEHHE 3ByKa. «/JIs I0JIHOrO
BOCCTAHOBJIEHUS YyBCTBUTEJBHOCTHU BEKTOP
JOJIKEH OBbITh OAUHAKOBO XOPOII AJIS KJIETOK
o6oux TUNOB», — ropopuT Kopu, yuyacTBoBaB-
LN B pelIaroux 9KCIIepuMeHTax 110 BOCCTa-
HOBJIEHUIO (PYHKIIUU BOJIOCKOBBIX KJIETOK.
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MeTtonoM mnpo6 U OoImIMOOK U IIyTEM Ilepe-
CTPOMKU HEKOTOPBIX BUPYCHBIX I'€HOB OMOJIO-
T'Y HAIIlJIX HECKOJIBKO IITaMMOB AAV, KOTOpbIE
cupaBiagioTca ¢c obenmu 3agavaMu. OHU BUJI0-
U3MEHHJIU IIOBEPXHOCTHBIE BUPYCHBIE OEJIKH,
NpUHUMAIOIINE yYacTHUE B CBA3bIBAHUU C MU-
MI€HBIO; B pe3yJIbTaTe BUPYyCHBIE YacTUIIbI 6€3
TpyZa paclio3HaBajM MOJIEKYJIBI BOJTOCKOBBIX
KJIETOK 000MX THUIIOB U BUPYC IIPOHUKAJ B IIO-
caegHue. B ctaTbe, ony6INKOBaHHOM [lbeprem
c koyureramu B 2017 1., coo61jaIoch, 4YTO aBTO-
PBI CKOHCTPYHUPOBAJIN 0COOBIM 06pa3oM MOH-
dunupoBaHHble AAV, TOCTUTABIINE I1€JIU, KO-
TOpBIE OIIOCPEAOBAIN 0O6pas3oBaHUE YIIPYTUX
(GYHKIIMOHAJIBHBIX BOJIOCKOB Y MBIIIIEN C reHe-
TUYECKH OOyCJIOBJIEHHOM INIyXoToH. Jlpyrasa
rpynmna ucciiefjoBaTelsied ucriosb3oBasia AAV
JJIS1 JOCTaBKU IToaHOoNeHHbIX konuiil [[HK B Bo-
JIOCKOBBIE KJIETKH, CXOJHbIE€ C TAKOBBIMU y Ma-
JIEHbKUX JeTEN.

OnHaKoO AOCTaBKA F€HETUYECKOrOo MaTepua-
JlJa— 39TO TOJBKO 4acTb Tepanuu. Hy#Ho cHa-
Yaja UAeHTUPUIMPOoBATh MyTalluu, OTBeYa-
forue 3a gedekT. Pa6oThI 110 UX IIOMCKY Hada-
Juck B 1990-X I'T. C BBIABJIEHUSA CEMeEU, YJIEHbI
KOTOPBIX CTPaJajIu IIOTEPEN cilyxa U 3peHudd,
CXOHOU € CHHJApPOMOM Alllepa, ¥ CpaBHEHUSA
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UX T€HOMOB. Y CJENOITIYXMX JIIOJEN B reHo-
Me IIPUCYTCTBYIOT HECKOJIBKO I'€HOB, OTBeYa-
IOINUX 3a IaTOJOTHUI0. 3aTeM HcCclIeJoBaTeNn
BBIBEJIU MBIIIEeH, HeCyHIUX clelududecKkue
MyTaIlu¥, 4TOObI IPOBEPUTH, AeHCTBUTEIHHO
JIU TaHHBbIE 'eHeTUYecKue abeppaluy oTBeda-
10T 3amnarojoruio. CpaBHUTEJbHBIN aHAIU3
yKa3aJl Ha HECKOJIbKO ocobeHHocTel. V3ameHe-
HUA B reHe USH2A, HanlpuMep, JIEKaJI! B OCHO-
B€ IIOCTEIIEHHOTO IIPOrpecCupoBaHUA IIPoIlec-
ca, kak y KopaepmaH; eciix 3TOT reH ObLI UH-
TaKTEH, BOJIOCKOBBIE KJIETKH BBIIIOJIHAINA CBOX
¢yHKIIMM HOpMaJsbHO. Kamaplil ciaydail Hau-
6oJ1ee cepbe3HOT0 U OBICTPO IIPOr'PECCUPYIOIIIE-
ro 3aboseBaHusd, HadBaHHoro Usher Tun 1, ac-
couuupyeTcs ¢ MyTallel B OJHOM U3 HECKOJIb-
KUX I'€HOB, B yacTHocTu USHIC.

B TeuyeHuMe MOCJIEIHUX AECATH JeT IpyH-
na eneok cobpaja Bce 3TU Pa3pO3HEHHBIE
JaHHBbIE BOoeJUHO. BmecTe co cBOoUM MYy-
#eM, oTojapuHrogorom [xedpdpu Xoi-
ToM (Jeffrey Holt), u spyruMu KojaeramMu
HHeneok Beipe3asna n3 resoma AAV-Bupyca
C BUJIOU3MEHEHHOM 060JI0UKOM I'€Hbl, CBA-
3aHHBIE C €T0 JXU3HEHHBIM ITMKJIOM, U 3a-
MEHWJIAa UX UHTAaKTHbIMU USHIC-reHaMu
BMECTE CIIPOMOTOPOM, KOTOPBIH OTBe-
YaJl 3a BKJIIOYEHHNE 9TUX T'€HOB B BOJIOCKO-
BBIX KieTkaX. [Ipexuaa JIHK ocraBanach
Ha MecTe U leTepMUHUpOoBaJla CHUHTE3 He-
TOJIHOIIEHHBIX OEJIKOB BOJIOCKOBBIX KJIE-
TOK, HO BBEJJ€HHbIE F'€HETUYECKUE IJI€MEHTDI
KOAMPpOBAIMN Oelku, 6iarogapsa KOTOPBIM BO-
JIOCKY CTAHOBUJIUCH YIIPYyTUMHU.

I'pynna 13 BocTOHCKOU 1€ TCKON GOMBHUILHI,
HUCIIONb3ydA MeToh [lbepad, BBesa Usher-Mbl-
maM caM MOoAU(PUIIMPOBAHHBIN BUPYC, KOTO-
Pl B TedeHUe ABYX HeleJIb MTHPUITPOBaJI He-
KOTOpPO€ KOJIUYECTBO BOJIOCKOBBIX KJIETOK; Ye-
P€3 IIecTh HeJleJb OH NPOHUK B 80% KIETOK,
M MBIIIN CTAJIU pearupoBaTh Ha 3BYKU. OJUH
13 OCHOBHBIX KPUTEPHEB BOCCTAHOBJIEHUS CIIy-
Xa COCTOSJ B TOM, YTO JKUBOTHBIE IT0JICKAKHUBa-
JIZ B OTBET Ha pe3KUY BHe3aNnHBbIN 3BYK. Boc-
CTAHOBJIEHHUE CJIyXa IPOU30IIJI0 IPAKTUYECKHU
MT'HOBEHHO.

BoJslocKkOBBIE KJIETKM BHYTPEHHETO yXa BBI-
TNOJHAIOT €€ OJHY BaKHYI0 (PYHKIIUIO: OHU
OTBEYAIOT 34 YyBCTBO PaBHOBECHUA U OPUEH-
Talluu B IPOCTPaHCTBE. Y MBIIIEeN C CHHIPO-
MOM Aliepa BO3HUKAIOT IPO6JIeMBI C IepeIBU-
JKEHHEM U OIPEEJIEHUEM II0JIOKEHUA CBOE-
ro teja. Takue :KUBOTHBIE He 6eraioT B KJIE€TKE
B3a/l-BIIEpe]], a CUAAT, 3a0UBIINUCE B yroJi. Hop-
MaJIbHbIE MBIIIN — OTJIWYHBIE IIJIOBIBI C Ca-
MOTO POMKIEHUs, HO uUX AedekTHBIe cobpa-
Thd, OKa3aBIINCh B BOJE, B T€YEHNE HECKOJIb-
KHUX CEeKYyHJ ObICTpPO BpamlalTCs, NbITAsCh
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OIIpeeInTh, I/ie BepX, rae Hu3. Ecau He ocTa-
HETCA COMHEHUH, 4TO Y IIOABEPTrIINUXCA FTeHHON
Teparnu MbIIel u3 iaboparopuu BocToHCKOM
JIeTCKOM 00IBbHUIIEI PYHKIINA BOJIOCKOBBIX KJIe-
TOK IIOJTHOCTBIO BOCCTAHOBUJIACH, TO 9TOT Me€-
TOJ O:KUJaeT 6oJbIIoe OyayIree.

IToceTuB 1a6opaTopuio Xonra u JKeneok cpa-
3y mocJie moe3aku B [apBaph, A yBuzieaa GbIB-
WX HEJaBHO MHBAJIUAAMHU MBIIIEH, KOTOPbIE
TeIepb B CBOEM IIOBEJJIeHUH HUYEM He OT/INYa-
JIUCh OT HOPMaJIBHBIX coOpaTheB. ['pBIZYyHBHI,
HepeHecIIne Oornepaldi JIBa Mecslla Hasaf,
AKTUBHO 006cjeIoBad KJIETKY; Ha OTKPBITON
MECTHOCTH U B BOZIe OHU I10 CBOEMY IOBEJIEHUIO
HUYEM He OTJIMYaJIUCh OT OOBIYHBIX. CXOACTBO
OBLIIO HACTOJIBKO ITOPAa3UTEIbHBIM, YTO A IIepe-
crpocuia Xoiarta, JeACTBUTEIBHO JIU 9TO MY-
TaHTHBIE MBINIU. YUeHble, 001aJaBIINEe U30-
IMPEHHON CHCTEMOU OTCJIC}KUBAHUSA IOBEJe-

HUA TNOJONBITHBIX *KUBOTHBIX, KamIbIA pas
3aBepAIN MEHH, YTO Iepeio MHOM — ObIBIIINE
HeJlaBHO UHBAJIN/IAMU BhLJIEYEHHBIE I'PI3YHBI.

Macwrtab npobaemsl
K cosxanennio, HECMOTPS Ha BCE 9TU BIIeYATIA-
IOIIIYE YCIIEeXU, IIPEM/IE YEM IIEPEXOIUTH K IIPU-
MEHEHUIO METO/|a B MEJUIINHE, HYKHO PEIINUTh
pax mpobaem. OpHa W3 HUX 3aKJIIOYaeTCH
B TOM, 4YTO IIPUPOJAHBIE IITAMMBI BUpyca AAV
CIUIIKOM MaJybl. OHU BMEIIAIOT T'€HbI, KOp-
pektupytomue gedext Usher tun 1C, Ho nida
YCTpPaHEHUA JIPYyTUX IIaTOJOTUN HEOOXOAUMBI
cermeHTHI JITHK ropasmo 6oabliuei JyimHbL. YTO
KacaeTcs Toro Tulia 6o1e3Hu Amiepa, KOTOPbIM
crpagaeT KopaepmaH, To oTBeYaromuil 3a Hee
reH CJIMUIIKOM BEJIUK, YTOOBI «BTUCHYTBL» €ro
B 4aCTUIly UMeIoIuxcsa mraMmMoB AAV. Beixo-
JIOM M3 3TOM CUTyalluU MOMKET CTaTh pa3pesa-
HHe reHOMa BHUpyca Ha CEerMEHTHI, BKJIIOYEHUE
UX B pa3Hble YaCTUIIbI U BBEJIEHHUE BO BHYTPEH-
Hee yx0 Bcex BMecTe. Kam bl CerMeHT JOJIKEeH
UMETh JIMIIKHWE KOHIIbI, KOTOPBIMU OHU COEJM-
HAJIUCH OBI IPYT C APYyTOM YK€ B Me€CTe Ha3Ha-
4yeHudA, 00pasdys LEJIOCTHBIUA (pparMeHT HYXK-
Holt iiuHEL Y KopaepMmaH res Usher uMmeeT Ta-
KYI0 OOJIBIIYIO JJIMHY, YTO I F€HHON Tepalnu
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I'eHHas Tepanus cMO;KeT IOMOraTh
TOJBKO TEM YTPATHBIINM CJIyX
JHOJSAIM, KOTOPBIM JIHATHO3 ObLI
MOCTABJICH B PAHHEM JIeTCTBE,

a caMa 1naToJIorusi nMeer
reHeTnmuecKuii xapaxkrep
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noHao6mIoCk 6B pa3pes3aTh ero Ha TPU YacTH.
Hecymiue nx BUpyCHBIE YaCTHUIIbI JOJIKHBI ITPO-
HUKHYTBH B BOJIOCKOBBIE KJIETKH, IJle 9TU Ya-
CTH, HaWJs APYT ApyTa, JOIKHBI COeJUHATHCA
n oOpa30BbIBATh IIOJHOIIEHHBIN I'eH. Biaaroaa-
p4 BoIcokoi cnenupuunocTu [JHK sTa 3agaua
B IIPUHIIUIIE BIIOJIHE pa3peniuMa — B HOpMe CO-
€IUHAITCA TOJIbKO B3aMMHO KOMIIJIEMEHTap-
Hble cerMeHThI JIHK, — HO Ha ITpaKTUKE BCe MO-
JKET OKa3aThCs Iropas/io CIOKHEE.

Jlpyras BO3MO¥XHOCTb — HCIIOJIb30BaHUE 60-
jee KpyHnHbIX, yeM AAV, BUPyCOB, BUJIOU3ME-
HEHHBIX TaK, 4TOObI OHM He WHUIIUUPOBAIU
noJHOMAacCIITaOHBI UMMYHHBIA oTBeT. Mox-
HO B0oOOIIIe 000UTHCH 6€3 BUPYCOB, 3aKJIIOYUB
reHeTH4YeCKUN MaTepuaj B HAHOYACTUIIBI.
PasHble Hay4dYHBbIE€ KOJIJIEKTHUBBI, B TOM YHCJIE
rpynmna Xoara u j{ejIeoK, NbITal0TCA YAAJIATD
u3reHoMa JedEeKTHBIN I'eH U 3aMEHUThb €ro
IpaBUJIBHOU KonMel, HCIOJb3yd METOJ pe-
HaxkTupoBaHud noa HadBaHueM CRISPR/Cas9.
CuHgpoM Amlepa — peleccuBHoe 3aboseBa-
HHE, OHO IIPOABJIAETCA TOJIBKO B TOM CJIydae,
Korja fedekTHHI 00e KOIIUY I'eHa. YaIuB OTHY
13 HUX U BCTPOUB MHTAKTHBIN BaApUAHT, MOK-
HO YCTPAHUTH NATOJIOTUIO, IIOCKOJIBKY BCTPO-
€HHBIU IreH Oy/leT KOMIIEHCUPOBaTh AUCHYHK-
IIMIO IPYTOro.

K coikaieHuIo, IOKa HUKOMY HE yZaJIoCh pe-
mraTh TAKoOro poja 3agadu CRISPR-MeTOAOM.
ITo-BUAMMOMY, OH MOAXOAUT CKOpe€e AJIf IIPHU-
II€JIBHOI'O BBIPE€3aHUA HYKHOTO CETMEHTA, YeM
I €ero 3aMellleHuA. JKCIEePUMEHTHI Ha MbI-
max IOKa3bIBAaIOT, YTO METOJ TOJAUTCH IJId
BOCCTAHOBJIEHUA CJIyXa B T€X Clydadx, Korga
3a aTOJIOTHIO OTBEYaeT ofHa JedeKTHasd KO-
nusd, a He ABe. Toria My TaHTHBIM I'e€H MOMKHO HO-
KayTHUPOBaTh, 1 BCIO paboTy OyAeT BBIIIOJHATH
ocTaBHIasca KoIWd. JJaHHBIA MeTOJ alpobu-
poBajM Ha MBIIIAX C «CHUHAPOMOM BeTxoBeHa».
PeaysibTaThl 0OGHAAEKUBAIN, OHAKO I103Ke 00-
HapyKUJIOCh, 4TO B pedynbrare CRISPR-pefak-
TUPOBAHUA MIPOUCXOAAT HEKeJlaTeJbHble 13-
MeHeHUd B /JIHK npyrux, HellejieBbIX KJIETOK.
W 1ioka HET HUKOTr0, KTO c4eJI 6bl, YTO 3TOT Me-
TOJ, MOYKHO anipobupoBaTh Ha JoAaX. [ToaToMmy
€IMHCTBEHHOU! IIePCIEKTUBOM OCTaeTCs IIpUMe-
HEHHE BUPYCOB B KAYECTBE BEKTOPOB /IS KOM-
MeHcaluu JUCPYHKINHU AePEKTHOr 0 reHa.

HesaBucumo oT TOro, kakas cuUcCTeMa J0-
CTaBKM F€HETUYECKOI0 MaTepruaJia K MECTy Ha-
3HA4YEHMUA HCIIOJIb3yeTCA U KaKHUe €Ille ITPOU3-
BOAATCA MAHUNIYIALNUN, IIOMOYb GOIBIITUHCTBY
Jo/iell MOHO OyZeT TOJBKO B TOM cJilydae,
ecan OoJIe3Hb JUArHOCTUPOBAHA B paHHEM
JIeTCTBE, Korjaa 3(p@PEeKTUBHOCTh BMeEIIaTe Ib-
cTtBa MakcuMaJjibHa. B CIIIA, rae GOJabINNH-
CTBO HOBOPOJK/IEHHBIX ITPOBEPAIOT HAa IIOTEPIO
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clIyxa, peKo yaeTcs YCTAHOBUTD ceruduy-
HOCTBH ITATOJIOTHUH U €€ T'€HETUYECKYIO0 II0J[0-
mieky. ViMmeHHo 3To ciayuuiaock ¢ Kopaepmas,
Y KOTOPOU TreHeTudecKui aedeKT ObLI UJIeH-
TUUIIPOBaH, KOTJa OHA YiKe yYUIach B YHU-
BEPCHUTETE.

CriemaucThl B 06J1aCTU T€HHOU Tepaluu
YBEPEHBI, UYTO OHU CMOTYT H3Je4UBaThb Je-
Tel, — U, BO3MOMKHO, 9TO BpeMs yiKe Ha II0JI-
xoze. «3aMedaTesIbHO, YTO €CTh peajbHbIe ITe-
PEHOCUYMKHU LIEHHOTO I'py3a, NPOKJaAblBalo-
1ye JOpory 4yepes3 BCIO CUCTEMY», — TOBOPUT
Jau6ap. dnmuzabet Onmcren-IaBuc (Elizabeth
Olmsted-Davis), 3aHnMarmasnacs sKCIIepUMEH-
THUPOBaHUEM B 00J1aCTU FeHHOM Tepanuu B Me-
JUITMHCKOM KoJliIe»ke Bailopa, 3aaBiseT, 4To
JUIs1 Hee CTaJIo CIOPIPH30M BHEJIPEHHE B II0-
cjeaHee BpeMs 9TOM MHHOBAIIUU B IpyTHe 00-
JIaCTH MeUIIMHEL «Bce aTo — pe3yiabTatT pabo-
TBbI B Te€YEHHE He OJHOTO JIeCATKA JIeT TaJaHT-
JIUBBIX VYEHBIX, KOTOPbIE YBHUIEJIU OIPOMHBIN
IIOTEHIIVAaJ HOBOT'O IIOJIX0Aa», — F'OBOPHUT OHA.

HecMoTps Ha TO 4YTO MHTEPEC K TeHHOHU Tepa-
U1 pacTeT HEMMOBEPHO ObIcTpo, XaHHa Kop-
JlepMaH He HaJleeTCs, YTO €U 9To IIoMOoKeT. Tak
VIV THAYe, OHA PeNIuia JJI ceOs JKUTh ITOJTHO-
IIeHHOU ku3Hb. OHA 3amIaHUpoBaJja COBEP-
IIUTh HECKOJBKO IOe3JI0K K [lossgspHOMY Kpy-
I'y, YTOOBI ITOTI060BATECA CEBEPHBIM CUSHUEM:
BO3MOIKHO, HACTYIIUT JIeHb, KOT/Ia 9TO 3PEJIUIIe
cTaHeT e HeocTyIrHo. OHAa aKTUBHO 00IIIaeT-
cs1 ¢ TOBApHUIIIaMU I10 HECYACTHIO, IO IePKUBa I
UX ¥ IIoMoTras, YeM MoxkeT. [1o ee MHEHUIO, III1-
POKOe 06Cy k/IeHIE TeHETUYECKUX ITPOo0JIeM I10-
MoraeT IPOABUKEHUIO UCCIEJOBAHUHY «1 BOOAY-
LIeBJISeT APYTUX GOJIBHBIX HA TO, YTOOBI JKUTh
1 GOpOThCSA, aHe OIlyCKaTh PYKH U BOaJaTh
B yHBIHHE». [loTepd ciiyxa He 03HaJaeT OKOHYA-
TEJIbHOT'O IOTPYKEeHU B MUP 6€3MOJIBUA. |

Mepeeoo: H.H. LlajpaHosckan
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