Y 1951 p. amepukaHcbKu# 6io0r /[>keiiMc BOTCOH no4aB npanioBaTH i3 GpPUTAHCbKUM
¢isukom ®pencicom Kpukom y KapenauuicoKint 1a6oparopii npu Kem6puaxcbKomMy
yHiBepcureTi. [IpoTArom AekiJibKoX poKiB HaNpykKeHoi po60TH, MiJ TUCKOM
KOHKYPEHTIB, BOHU PO3MipKOBYBaJIM IIPO CTPYKTYpy MoJiekyau JJHK, Hamarawo4uch
CTBOPHUTH ii MoJeb. CTapaHHA BUABUJIMCS HeMapHUMM — 25 KBiTHA 1953 p. BoTcoH i
Kpuk ony6,1ikyBa/u CTaTTIO B HAyKOBOMY »KypHasi «Nature», Ae onycaiv CTPyKTypy
JAHK [1]. Came yepe3 1o noaiw 25 KkBiTHA ctaB /lHeM /IHK, 1110 Big3Ha4awTh y JeAKHX
KpaiHax CBiTy, opraHisanisix, NoB’a3aHMX i3 6i0JIOTIYHUMHU AOCTiIA)KEHHAMH, a TAKOXK Y
Mmepexi IHTepHer

«Jleai-IHK»

Y 1962 p. Dyxenmc YoTcoH, ®peHcic Kpuk Ta ixHin konera ¢isnk Mopic YinkiHc oTpumanu
Hob6eniBcbKy npemito 3a BigkpuTTa cTpykTypu AHK. MpUMITHO, WO Ha TpMbyHi 6yna
BiACYTHA Po3aniHg ®paHkniH, peHTreHiBcbKi 3HIMKK [HK, 3pobneHi Heto, 6e3nocepesHbo
CNpUANK BiAKPUTTIO NoABiNHOT chipani [2]. HanpukiHui ntotoro 1953 p. PosaniHg
®paHkniH, sika npaytoBana y 6iodisnyHomy BiggineHHi KoponiscbKoro Koneaxy B
JIoHAOHI, Hanucana y CBOEMY HOTaTHUKY, WO cTpykTypa [HK cknapgaetbca 3 4BOX
naHutoris. Yepes aBa TvkHi 1. YoTcoH i ®. Kpuk nobyayBanv CBOKO 3HAMEHUTY MOAeNb
OHK came y Burnagi nogBinHoi cnipani. BoHn 3pobunu Le He TinbKun 3aBAsIKW 6/IMCKYYii
IHTYILil Ta cNiNbHIA HayKOBIN NpaLi, ane h TaKo)X Ha OCHOBI HEOMY6IKOBaHUX AAaHUX
eKcnepuMeHTanbHUX JOCNIAXEeHb, BUKOHaHUX P. ®paHKiH, Wo NpoAeMOHCTpyBanu

6e3noMUIKOBI A0Ka3u IXHbOI rinoTe3un WoA0 CnipanbHOT CTPYKTYPU «MOSEKYIIN XUTTS».

3roaomMm y cBoi KHU3i BoTCOH BigBepTO Hanucae: «P0o3i, 3BMYalHO, He fana Ham
6e3nocepefHbO CBOI AaHi. AKLL0 BXe Ha Te MILIO, HIXTO He 340rafyBaBcs, L0 BOHU Yy
Hawwunx pykax». Tak uum iHakwe, Po3aniHg ®paHKniH He 3Morna 6 po3ainMT BUCOKY
Haropozy pasoM i3 Kkosieramum — BOHa nomepna B 1958 p. Bi OHKOMOrMYHOro
3axBOpPIOBaHHA Y BiLli 37 poKiB.

Je3okcupuboHykaeinosa kucaoma ([JHK) — oduH i3 déox munis

npupodHuUX HyK/aeiHo8UX KUC/a10m, Wo 3abe3neyye 36epicavHs, nepedayy 3
NOKOJIIHHA 8 NOKO/IHHA 1 peaai3ayito 2eHemu4Hoi npo2pamu po38umky i
PYHKYIOHYB8AHHA Hcusux op2aHizmise. OcHosHa poas JJHK 6 KaimuHax —
doszompusase 36epizanHs iHpopmayii npo cmpykmypy PHK i 6iakie. /J[HK
MICMumucs 8 A0pi KAIMUHU 8 CKAA0I XpOMOCOM, A MAKONHC 8 0esIKUX

KAIMUHHUX Op2aHenax (MimoxoHopisax, a makoxc y naacmudax pocauH). [liassHKo0
Mmosekyau /IHK € 2zen — oduHuys cnadkogoz2o mamepiasy, wo gidnosidac 3a
@opMy8aHHS NeBHOI esleMeHMAapHoi 03HAKU.



AHK — Hayui

HoBe 3HaHHA npo cTpykTypy AHK Habnusuno nofcteo A0 po3yMiHHS dyHAAMEHTaNbHUX
OCHOB MeHeTUKN Ta iICTOTHO BMJIMHYNO HAa PO3BUTOK MeANLMHU, Pi3nKuK, XiMmil,
NaneoHTONO i, aHTPONOJIONiT TOLWO. 3aBASKM TaKi HayLi, AK reHeTUKa, CbOroaHi Mu
MOXeMO OTPMMaTH BiGOMOCTI NMPO BENIMYE3HUN LWNAX, AKUWA NPOMLLIM HaLli NpeaKn 3a
MisIbMOHW POKIB, 3pO3YMITU NOXOAXEHHS BipyCiB Ta HaMaraTucs NikyBaTu 3aXBOPHOBaHHS,

3YMOBJIEHI HUMU, 3[INCHIOBATWN MPOPUBMU Y CiIbCbKOMY rocrnoAapcTsi Ta iH.

AMIHOKMCNOTHE CeKBeHYBaHHSA (BU3Ha4YeHHs nocnigoBHocTi Hykneotuais OHK),
ribpman3sadis HyK1eiHOBUX KUCNOT, 30HHUI refb-eneKTpodopes Ta iMyHOXiMis 6ynn
O[HWUMW 3 eKCNepuMeHTaNbHUX MeTOAIB, K BiAKPUIN HOBI NepCrneKTUBM A1 BUBYEHHSA
3aKOHOMIpHOCTEN i MexaHi3MiB eBontoLil. HOBI KoHUenLil, Taki AK «<rOANHHUK
MOJIeKynsipHOT eBontoLii» (MeToA AaTyBaHHSA (iloreHeTUYHUX NOoAin) Ta BiAKpUTTA
HecnoAiBaHUX MOJIEKY/IAPHUX ABULL, TaKUX K HAABHICTb NOBTOPHOBAHUX MNOCNIAOBHOCTEN
y reHoOMax eyKapioT, CIpUsAv YCBIOMIIEHHIO TOrO, L0 EBOJIIOLIS MOXe BiabyBaTucs 3
Pi3HOIO LWWBMAKICTIO HA OPraHiaMoOBOMY | MOJIEKYIAPHOMY PiBHSAX, L0 TOrO X 3@ Pi3HUMHU

MexaHiamamu [3].

HocnigHuku BukopuctosytoTb JHK ans pauioHanbHOro NpoeKTyBaHHA i KOHCTPYOBaHHSA
HaHOPO3MipHUX 06'eKTiB ynpoaoBxX Manxe 30 pokiB. Tak 3BaHe [JHK-opirami — ue
HaHOpO3MipHe 3ropTaHHA JHK ans cTBOpeHHs AOBINbHUX ABO- Ta TPUBUMIPHUX iryp y
HaHomacwTabi. OcTaHHIM YacoM KapkacHe [JHK-opirami ctano ogHUM 3 HanbinbLu
6araToobiusrounx MeToAiB 36ipkn y HaHoTexHonorisax AHK i3 WMpoknm cnekTpom
poparkis [4].

«CkesieTn y magax»

3a JONOMOroK BUCOKMX TEXHOJONIN TeNep MOXXHa PO3KPUTU HaBITb Ti 3/T04MHMU, IKi BynK
BUMHEHI fecATUNITTA Ha3aA,. Y faHui yac cniBpobiTHUKN MPaBOOXOPOHHUX OpPraHiB
MOXXYTb HabaraTo TOYHilLe aHanisyBaTu reHeTUYHMIA MaTepian, 3HangeHNn Ha MicLi
3/104MHY, TOAi AIK paHille 3aHaATO ManeHbKa KinbKicTb [IHK abo 3abpyaHeHHS cnifiB He
[l03BONSANN Lie 3pobuTn. HaToMiCTb HOBI METOAMKM HABITb MO OA4HIN-€AUHIV Kpani NoTy
[03BONAKOTb BUSHAUYUTU, XTO Ti 3anuwme. Knrovem Ao po3ragku 3/104MHY MOXe CTaTu
HaBiTb Kpannsa CAMHM Ha 3BOPOTi NOLUTOBOI MapKK, HAaKNIEEHOO Ha KOHBEPT YBEPTb
ctonitta TomMy. Omxe, IHK gonomarae poscnigysatn faBHi 3/10MUMHU Ta € HAZINHUM

«nocTavyasnbHUKOM» [0Ka3iB, HEOOXiIAHUX ANS AOBEEHHS BUHMW.

3aBasaku Tecty IHK MOXKHa TakoXX 3HaAWTW pPigHIO | BCTAHOBUTM 6aTbKiBCTBO. [1pn LibOMY

COTHI, IKLLIO He TUCAYi CiMel BUABMAOTb 3a AonomMororo aHanisy [1HK 3axoBaHi y



KOMipKax «ckeneTu». HepigKicTio € BUNaaku, Konuv nogu, aKi BUpilLMAn 3apaaun 3abasm

NpoTecTyBaTn cebe i HaNbNMXKXYMX poaUnYiB, 3'ACOBYBAJIM, L0 BOHW AKPa3 TakUMM i1 He €.

LlikaBo, L0 iHOAI 6a)kKaHHA po3LuyKaTh pogudiB 3aBAaku aHanisy IHK Moxke 3irpatu Ha
PYKy nosiyii. 3o0Kkpema, B MUHYJTIOMY poLi LWIBEACbKMUM MPaBOOXOPOHLSM BAaNocCA
PO3KPUTK NOABIHE BOMBCTBO 16-piyHOT AaBHOCTI. lNonpu Te, WO 3HapsAAs BOMBCTBA 3
AHK 3n04MHUS BCi Li poky nepebyBano B pykax noniuii (reHeTMYHMIN MaTepian NpocTo He
6yN10 3 YMM BYyJI0 NOpPiIBHIOBATK), Y NoniLencbKii 6asi 36iriB He BUSBMIOCS.

CuTyauis sMmiHunacs, konu 2 poku Tomy Braga LLseuil 403BOAMAN NONILIT HE TiNbKK
wykaTtn 36irn HK nigosproBaHnX y NpaBOOXOPOHHMUX 6a3ax, ane i TakoxX 3iCTaBAATH
3pasku i3 AHK ixHix pogunyiB y UuBiNIbHUX pecypcax. ¥ KiHLueBOMY NigCYMKY 3/T0MUHLSA
«BUpaxyBanu» yepes 36ir JHK 3 micua 3nounny is [JHK horo pogunyiB y 6a3i gaHnx
aMepuKaHCbKOro reHeasioriyHoro caunTy.

JHK-aiarHocTHKa

Mporpec y WBNAKOCTI FEHETUYHOrO CEKBEHYBAHHS i Pi3Ke 3HMKXEHHSA BUTPAT 3pobunn
MOXX/IMBUM BUSIB/IEHHSA COTEHb ab0 HaBIiTb TUCAY reHETUYHMX 3aXBOPIOBaHb, LLO
BUHWKAKOTb Y ANTUHCTBI. [TpOTAroM oCTaHHIX POKiB AeKiNlbKa AeCATKIB NlikapeHb, 30KpemMa
y CLUA, noyanun NnponoHyBaT MOX/IMBICTb NPOBEAEHHS LLUBUAKOIrO CEKBEHYBaHHA reHOMY
AVTUHMU, W06 AONOMOITH AiarHOCTyBaTU HE6Ee3NeYHUN AN XXUTTA CTaH He3abapoM nicns
HapoKeHHs [5].

fAckpaBuM NpUKIaAoM [OLUiINbHOCTI Takol Npoueaypu € iCTOpis X10NYKMKa, Wo HapoAnBCA
y cepnHi 2019 p. y Can-[iero (CLLUA). Ha nepwwit nornsg HOBOHapOAXXEHMIN BUrnsaaB
LiNIKOM 340pOBUM, aX panToM Yepes AeKinbka roanH Meacectpa NnomiTuna, LWo BiH CTaB
MSIBMM i 30BCiM He nnakaB. MoHiTopu 3adikcyBanu, Wo NOro Tiio OTPUMYE HEAOCTaTHBO
KMCHIO, OCKIifIbKM BiH He 3B'siI3yBaBCS i3 reMOri06iHOM, TOX epUTPOLMTM BMUPanu O4uH 3a
iHwnM. Komn'toTepHa ToMmorpadisi CkaHyBaHHsi MO3KY | aHanisun Ha BUSIB/TEHHSA
iHPEKLINHNX 3aXBOPIOBaHb HE AOMOMOIN 3'icyBaTH, Y YOMY cripaBa. K OCTaHHil 3aci6

6YN0 NPUNHATO PiLLEHHA CEKBEHYBATU FEHOM AUTUHM.

Yepes 48 roa cTano BigoMo, Lo MankoK Mae pigKiCHy MyTaLito B reHi reMornobiHy, sika
3aBa)kae KMCHIO 3B'si3yBaTuCA 3 6inkamu B eputpoumTax. MyTauisa BnanBae TiflbKu Ha
remMorno6iH nNaoAa, BXe yepea Kifibka MicALiB Y HEMOBAATU NOYMHAE CUHTE3YBaTUCA
HOpManbHUI remornobiH. OTXKe, NikapsiM NOTPIGHO 6yNo NuLLe 3pobUTH TakK, Wob AUTMHA

3Morna goXXuTtm oo uboro MOMeEHTY. TaknM YNMHOM, pO3UJI/Id)pOBKa reHomMy Ao3BOJinsia



3HaWUTW BigNpaBHY TOUKY AJ18 NiKYBaHHA Y BUrNsAi cepil nepennBaHb KpoBi. Yepes MicAaub

AMTUHa 6yna AOCTaTHbO 3[0POBOIO, 06 BigNpaBUTUCA L040MY.

OuikyeTbes, wo ao 2027 p. diHaHCyBaHHA NPOBEAEHHS FreHETUYHOIO CeEKBEHYBaHHSA Nioaa
Ta HOBOHapoaXXeHoro supocte o 11,2 mnpg gonapis NnopiBHAHO 3 4 mnapg gonapisy 2018

p.

I'eHeTHYHaA MeaMIIMHA

|aes reHHoI Tepanii — pisHoBuay MeauumHn Ha ocHoBi [JHK, wo nepeagbayae BBeAeHHS
340pOBOro reHa B KNiTUHW AN 3aMiHU MyTOBaHOr 0, IKUMA CNPUYNHAE 3aXBOPHOBAHHS,
6yna Bneple onybnikoaHa y 1972 p. licna gecaTunitb CnipHUX pedynbTaTiB, HeBAAY
NiKyBaHHSA | AeAKNX CMePTEN B eKCnepuMeHTabHUX BUNPOOYBaHHSX NepLumMi npenapar
reHHoI Tepanii gnsa NikyBaHHA paKy WKipu 6yB cxBaneHun y Kutai B 2003 p. OgHak pewTa
CBITY He TaK Nlerko nepekoHanacs y noro nepesarax — rnepLiuvn npenapar gJisi reHHol
Tepanii 6yno cxsaneHo y CLUA nuwe y 2017 p. [6]. 3 Toro 4acy TeMnu y3rof)KeHHs LWBUAKO
npuckopunucs. NpuHaMHi, ANS reHHoT Tepanii 6yno cxBaneHo AeB’ATb NnpenapariB gns

NiKyBaHHSA NEBHUX BUAIB paKy, AeAKMX BipyCHUX iHPEKLiN Ta cnafKoBUX 3aXBOPHOBaHb.

3okpema, Kimpia (Kymriah), pospo6neHa gns nauieHTiB 3 B-KNiTMHHUM NiM$bo61acTHUM
NeNKO30M, 6ynia cxBasieHa YNpaBiHHAM 3 KOHTPOJTHO 3a Xap4yoBMMM NMpoAyKTaMu Ta
nikapcbkumu npenapatamu CLUA (FDA) y 2017 p., a B kKpaiHax EC — y 2018 p. MpenapaT
npauoe WIAXOM BBeAEHHSA HOBOIO reHa y BriacHi T-K/iTUHKU NaLieHTa, Wo A03BOSAE IM
3HaAXOAUTU | 3HMLLYBATU PaKOBI KNITUHMN.

JTrokeTypHa (Luxturna) 6yna cxsaneHa FDA 'y 2017 p.iB €EC y 2018 p. ans nikyBaHHs
nauieHTiB i3 pigkicHor dhopMoto cnakoBoi cNinoTu (aAByanenbHa AUCTPOdis CITKIBKK),
LLLO NoB’A3aHa 3 MyTauieto reHa RPE65. XBopo6a Bpaxkae Big 1000 go 2000 nauieHTiB y
CLUA, siki matoTb MyTauito B 060x konisx RPE65. CBoeto Yeproto, JIIOKCTypHa foCTaBnsie
HopManbHy Konito RPE6S [0 KNiTWH CITKIBKM NavuieHTIB, JO3BOMAKOYM BUPOBNIATH BINoK,
HeobXiAHWI 151 NepeTBOPEHHS CBiT/Ia Ha e/IeKTPUYHI CUrHanu Ta BignNoBigHO ANns

BiJHOB/EHHS 30py.

Y TpaBHi 2019 p. FDA cxBanuno 3onreHcMy (Zolgensma) pnsa giteit Monogue 2 pokiB 3i
CMMHANbHOK M'A30BOKO aTpodietdo — HEPBOBO-M'I30BUM CMafAKOBUM 3aXBOPHOBAHHSAM 3
yacTtoToto 1:10 000, Wo € oAHIED 3 OCHOBHUX FEHETUYHUX NPUYMH ANUTAYOI CMEPTHOCTI.
3onreHcMa goctaBnsie 340poBy Korito reHa SMN MOTOHeMpOHaM nauieHTa.

Tak, Mamxe yepes NiBCTOMITTA KOHLENLiA reHeTUYHOI MeAULMHN CcTana peasibHICTHO.
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