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CIIAZJKOBI 3AXBOPIOBAHHSA, MPUYUHHA iX BAHUKHEHHSA TA METOAU AOC/IIXKEHHA

Meta cTartTi: 3'aCyBaTh i TEOPETUYHO OBFPYHTYBATU MEXaHI3MU BUHWUKHEHHS! TEHOMHMX, XPOMOCOMHUX |
FEHHMX MyTaLil K MPUYKMH PO3BUTKY MOHOTEHHUX | XPOMOCOMHIX XBOPOO.
BHacnigok pagiauiiHoro OnpoMiHEeHHs, 3MEHLLEHHS 030HOBOrO Luapy, 3abpyaHeHHs [OBKINNs
NPOMUCIIOBAMK | NOOYTOBMMM XiMikaTamu, GE3KOHTPOSBHOMO BMKOPUCTaHHS MeOMKaMEHTIB, iMyHOAeMiLMTHMX
CTaHiB, € nigctasu nepegbayatt B ManbyTHbOMY 36inbLUEHHS YacTOTV CMAAKOBOI Ta OHKOMOTIYHOI maTonorii B
nonynsji.

Tomy cyyacHuin cTaH npobnemu cnagkoBoi NaTornorii BUMarae po3yMiTm MeXaHiamm BUHUKHEHHS CMaaKOBOI
naTonorii, BNAWBY eKOMOriYHWX, 6ionoriYHnX, (hapMakonmoriyHMX YMHHWKIB Ha MyTareHe3, TepaToreHes Ta
kaHLieporeHes A1 MOXIMBOCTI X CBOEYACHOIO NONEPEMKEHHS.

MeguyHa reHeTUka — ranysb MeJuLMHW, Hayka, sika BUBYAE SBWLLA CMafKOBOCTI i MIHNMBOCTI Yy
Pi3HUX NonynAyiax nogen, ocobnuBoCTi NPosBY Ta PO3BUTKY HOPMArbHUX i MATOMOMYHMX O3HAK, 3aNeXHICTb
3axXBOPIOBaHb Bifl reHeTWYHUX abo enireHeTYHUX aHomanii [8]. MonoBHa MeTa MeauyHOI TeHETUKU nonsrae B
po3pobLj WsxiB 30epexeHHst i NPOLOBXEHHS! XUTTS NIOAMHMW, O30OPOBMEHHS YMOB ii iCHYBAHHS, BMSIBNEHHS
eKOMOMYHNX YMHHWKIB, SKi NMPU3BOAATL A0 3aXBOPHOBaHHSA, 3anobiraHHs eKkoreHeTMyHUX xBopob. 3aBgaHHAM
MEOWYHOI FEeHETUKN € BWSIBIIEHHS], BMBYEHHS, NpoddinakTuka i nikyBaHHs CMagkoBux XBopob, po3pobka Lunsxis
3anobiraHHs BNAMBY HeraTUBHUX (DaKTOPIB CepeoBMLLa Ha CNAAKOBICTb MOANHN. 3aBLAHHAM Cy4YacHOi MeanLmHM
3AINCHIOETECS MOCTYNOBUIA Nepexif i3 cdepyn nikyBaHHS XBOpWX Yy cdepy 3anobiraHHs xBopobam i 36epexeHHs
300pOB's HaceneHHs [3, 5, 6].

CnapkoBi xBopobu — 3axBoproBaHHS, 00YMOBNEHI NOPYLUEHHAMM B NpoLecax 30epexeHHs), nepegadi Ta
peanisauii reHeTuyHoi iHdopmauii. 3 PO3BUTKOM TEeHETWKWM MOAWHKM, Y TOMY YMCIi W TEHEeTUKM MeauyHoI,
BCTAHOBMEHa CnadkoBa npupoaa GaraTbOX 3aXBOPHOBaHb i CMHAPOMIB, L0 BBaXanucs paHie xsopobamu 3
HEeBCTaHOBMEHOLO eTionorieto [2].

B OCHOBI CNaaKoBKX 3aXBOPIOBaHb NexaTb MyTaLii: FeHHi, XPOMOCOMHI Ta FeHOMHi. B 0CHOBY reHeTU4HOI
knacudikaLii cnagkoBux XBopob MOKMNaaeHo eTIONOriYHMIA NPUHLMN. 3a UMM KpUTEPIEM YCto CnaZKoBy MaTonorilo
MOXHa NoginuTK Ha N'sTb rpyn [3]:

1) 2eHHi x80opobu, 3yMOBMEHi reHHUMKU MyTauisMu. BoHu nepepatoTbCs Bif MOKOMIHHA A0 MOKOMIHHS i
ycnagKkoBYTHCA 3a 3akoHamu Mengens;

2) XPOMOCOMHi X80pobu, CNPUYMHEH] NOPYLLEHHAM CTPYKTYPU Ta KiNbKOCTi XpOMOCOM,;

3) x80p0bu, 3ymosieHi cnadKog8or CXUMBHICMI0 (MHOXWUHHUMU YMHHUKaMI). BOHM BUHMKAIOTL HA OCHOBI
NEBHOI TEHETWYHOI KOHCTUTYLiT (CNafKOBOi CXWMbHOCTI) Ta HAABHOCTI BIAMOBIQHWX YWHHWUKIB 30BHILLIHBOMO
cepesoBuLLg;

4) eeHemuyHi aHoMmanii, AKi 3'A8MAMLCSA YHACHiOOK Mymauili y COMamuyHUX KrimuHax (FeHEeTUYHi
comatuyHi  xsopobu). [lo HuMXx Hanexatb [feski NyXnuHW, BagW PO3BUTKY, ayTOIMyHHI 3aXBOPHOBAHHS
(Hepo3ni3HaBaHHS! iIMyHHOKO CUCTEMOIO OpraHi3My BMaCHWX KMiTUH);

5) xe80pobu 2eHemuyHoi HecymicHocmi Mmamepi ma nnody. BoHW po3BKBalOTLCA BHACMIAOK iMYHOMOMYHOI
peakuii opraHiamy marepi Ha aHTUrEHU nnogy.
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Cnagkosi xBopobu cTaHoBNATb O6rn3bko 3/4 BpomkeHnx. Cepen 3aranbHOi 3aXBOPIOBAHOCTI HACENEHHS!
cnapakoa ctaHoBUTb 15 - 25%. Tenep Bigomo 6nm3bko 3500 cnaakoBMx 3aXBOPOBaHB i iX KinbKiCTb 3pocTae [9]

[eHHi x80p0bU - Lie BenvKa rpyna 3axBopioBaHb, WO BUHMKAKOTL B pe3ynbTaTi nowkomkeHHs [HK Ha piBHi
reHa. 3a TMNOM CMaKyBaHHS TEeHHi XBOPOOM [OiNSTbCS HAa ayTOCOMHO-AOMIHAHTHI, ayTOCOMHO-PEeLEecUBHI Ta
34enneHi 3 X-abo Y-xpomocomamu

HalBigoMilmmmn ayToCOMHO-QOMIHAHTHUMMI 3aXBOPIOBaHHAMM € Xopes [eHTUHITOHa, cuHapoM MapdaHa
(3a cratuctukoto BOO3, oanH 3 10 Tucay aitein HapomkyeTbes 3 cuHapoMom MapdhaHa. Lis cnagkoBa xBopoba
3yCTpivaeTbCs Y MPeACTaBHUKIB BCIX pac i €THIYHMX Tpym, YOMOBIKM i XiHKM XBOPIlOTb HEl OfHAKOBO 4acTo. 3a
AaHumu MinicTepcTea oxopoHu 30opoB's, B 2011 poui Ha aucnaHcepHomy obniky nepebysano 424 popocnux i 434
ANTUHK 3 cuHapomoM Mapdana. [10]), cuHopom Xonta — Opama, HenpodibpomaTos, cepnonomibHo-KniTWHHa
aHeMmisi, NepiognyHMn napaniy. XapakTepHa O3HaKka LMX MaTosorii — MOPYLUEHHS CWUHTE3y CTPYKTYpHMX abo
cneyndiuHux Ginkis (Hanpuknag, remorno6iy) [4].

- Mamonoeii, 34ennexi 3i cmammio: Bigomo noHag 370 xBopob, 34enneHux (abo MMOBIPHO 34enneHuX) i3
X-XPOMOCOMOH. TAXKKICTb 3aXBOPIOBAHHS 3aNeXuTb Bif CTaTi

-X-34enneHi  OOMiHaHMHI  3aX80PKOBaHHSA. Ui NaTonorii  TPannsTLCA  pialle, HiX  PeLecyBHi.
Hainsigomiwumn € rinogoccatemiyHuii paxit, cuHgpom brnoxa — Cynbubeprepa (nirMeHTHe HeTpUMaHHS),
ocepeakoBa Me30eKTOAep- ManbHa Aucnnasis, Aeski (hopmMu HepOreHHOro HeLyKpoBoro diabety, TeMHa emarb
3y6iB. XBOpitlOTb K HOMOBIKM, TaK i XiHK [6].

X-34enneHi peuyecusHi 3aX80po8aHHS; Ha Li XBOPOOM HE3aYXatoTb NEPEBAXHO YONOBIKN. TSKKICTb TaKMX
MaTo 10Tl Bapitoe B LUMPOKMX MEXaX: y Y0MoBikiB — Big 6e3nnigas 3a cuHapomy Jlewa — HalixaHa 0o NopiBHSHO
nerkux nopyLieHb y Burnsagi aeskux copm obnmuciHHs. [Jo X-34enneHux peLecuBHUX 3axBOPHOBaHb HamnexaTtb
MioguTpodpis [toeHa, remodisnisi, aHrigpoTYHa ektogepmarbHa Aucnnasis, BPomKeHa rinonnasis HagHUPKOBUX
3ano03, aapeHonenkoancTpodis, AanbTOHI3M Ta iH.

-Y-34enneHi xeopobu: LMX naTonorin Bigomo HebaraTo, OCKifbkW YOMOBiYa CTaTeBa XpOMOCOMa Mae
He3HayHy KirnbkicTb reHis (8o 100), i3 skux igeHTudikoBaHo npubnnsHo 20. M'eHn, ski BU3HAYaloTb Taki naTornorii, He
MatoTb aHanorie y X-xpomocomi. OTxe, Y-34enneHi xsopobu 3yMOBNEHi NuLie OfHUM anenem, BUSBASIOTHCS TiNbKi
Yy YorosikiB i nepegatTbcs Bif H6aTbka yciM cuHaMm. [lo LMX 3axBOpIOBaHb Harexarb a3oocnepmisi, rinepTpuxos
(BOMocaTiCTb KpaiB BYLUHWX PakoBMH), NEPETUHKM MiX NanbLsMM Hir Ta ixTio3 (nyckonoaitHa wwkipa) [9].

-XPOMOCOMHI Xx80pobu - Lie cnapkoBi 3aXBOPIOBAHHS, Ski 0OYMOBMEHI 3MiHaMM YnCra XPOMOCOM 4M iX

CTPYKTYpM (FEHOMHUMI Ta XPOMOCOMHUMI MyTaLlisiMu).
P03pi3HsAI0TE XPOMOCOMHI XBOPOOM: NOPYLLEHHS! CTPYKTYPY XPOMOCOM; 3MIHOK0 YMCTa ayTOCOM; 3MIHO0 Yucha
CTaTeBUX XPOMOCOM.

-XPOMOCOMHI namosoaii 8UKUKaHI XPOMOCOMHUMU abepauyji: naTonorii, CMPUYMHEHI NOPYLUEHHAMM
CTPYKTYpU XPOMOCOM (NepeBakHO AeneLismMmn Ta aynnikavisiMu), KNiHIYHO | LMTOreHeTUYHO ifeHTUdikoBaHO noHag
100, HaBi- gomiwi 3 HUX: cuHapom Binbsamca - beipeHa, cuHapom JlexeHa, cuHapom Bonbga - XipluxopHa,
mionartisi LLlapko - Mapi - Tyc Ta iH.

- CUHOPOMU BUKIUKaHHI NOPYWEHHAM KiflbkoCmi aymocom: cepep, naTonorii, CPUYUHEHUX NOPYLUEHHAM
KiNbKOCTi ayTocoM, Hausigomilwumu € cuHapoM [ayHa (Lle XpoMOCOMHUIA po3nap 3yCTpivaeTbCs y OAHOMo
HemoBnATK 3 1000-1100 HoBoHapomkeHux. 85% cimen BiAMOBNSIOTLCS Bif HUX Y MOOroBOMY ByaAWHKY, B TOMY
yncni 3a pekomeHaauieto meguuHoro nepcoHany [10]), cuHgpom Matay, cuHapom Egsapaca, Tpucomis no 8-in
XPOMOCOMi .

Jnie HaWHOBILLI JOCArHEHHS Y BMBYEHHI FEHOMY Ta CKNajaHHi reHHUX KapT XPOMOCOM NOAMHW JaloTb
3MOry HabnM3nTUCS 4O BUSIBMEHHS OCHOBHUX MPUYMH XBOPOD.

Ons  piarHocTuku XBOpo® OOMIHY pPEYOBMH, MPUYMHOK SKUX € 3MiHM aKTMBHOCTI  (hEPMEHTIB
BMKOPWCTOBYHOTLCS BioXiMiuHi MeTOaM AocnimkeHHs.. 3a gonomoroto BioxiMiyHnx MeToaiB BigkpuTo 6mm3bko 5 000
MOIEKYNSPHUX XBOPOD, SIKi € HACIAKOM NPOSIBY MYTAHTHWX reHiB.

OCHOBHW METOZ, FEHETUYHOrO aHanisy B NKOAMHM NONSrae B CKMajaHHi M BMBYEHHI pogoBogy. [aHuil
METO[ BrepLUe 3anponoHyBaB HanpukiHui XIX ct. ®. [anbToH, [eHeanoaiyHul Memod [O3BONSE BCTAHOBUTU: -
CMagKoBWUA XapakTep O3HaKW; - TWUN YCNaAKyBaHHS i MEHETPaHTHICTb anens; - XapakTep 34YenrneHHs reHiB i
30IMCHIOBATI KapTyBaHHA XPOMOCOM; - IHTEHCMBHICTb MYTaLiHOMO MPOLECY; - PO3LUMPPOBYBAHHS MeXaHi3MmiB
B3aEMOfil reHiB; - 10r0 3aCTOCOBYIOTb MPU MEANKO-TEHETUYHOMY KOHCYNbTYBaHHi. CyTb reHeamnoriyHoro MeToay
nonsrae y BCTAHOBMEHHI POAMHHMX 3B'A3KIB, NPOCTEXEHHS 03HaK abo xBopoby cepes BN3bkMX i Aanekux, NPAMMX
i HempAMUX poamyis [11]

[eHeanoeiyHul Memod [ae MOXIMBICTb BCTAHOBUTU: CMAAKOBUIA XapaKTep O3HaKM; TUMN YCMaaKyBaHHS i
NEHETPaHTHICTb anens; XxapakTep 34enneHHs reHiB i KapTyBaHHS XPOMOCOM; IHTEHCUBHICTb MyTaLiHOrO NpoLecy;
PO3LLAPOBYBaHHSI MEXaHi3MiB B3aEMOSIi reHiB.
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Llei MeTon 0O3BONSE OMUHYTU TPYOHOLLi, 3yMOBMEHI HEMOXIMBICTIO CXPELLYBaHb i Marnow YNCESbHICTIO
JiTen y cim'ax. BiH BMBYaE 3aKOHOMIPHOCTI Nepeaadi cnagkoBuX O3HaK iHAMBIAA Y pAai NOCMILOBHUX NOKOMiHb, TWN
yCnagKyBaHb, MO0 MOHOTEHHICTb Y¥ MOMIreHHICTb A03BONWMNO BCTAHOBUTU XapaKTep YCnafkyBaHHS TaKux
3aXBOPIOBaHb, Sk remodinis, GpaxigakTunia, axonaponnasis ToLwo.

LumozeHemuyHut Memoo (MeTOA XpPOMOCOMHOIO aHanisy) rpyHTYETbCS Ha MiKPOCKONIYHOMY AOCTIIKEHH
CTPYKTYPYU 1 KifIbKOCTi XPOMOCOM.

MonekynspHo-2eHemuyHUl mMemod [03Bonse aHanisyBatu dparmeHtn [HK, 3Haxogutn Ta isontoBatu
OKpeMi reHu Ta iX CerMeHTy i BU3HauaT!l B HIX MOCTIOBHICTb HyKMEeoTUAiB. Moro ycnilutHo BUKOPUCTOBYIOTL ANs
ineHTUIKaLii reHHUX MyTaLjii, a TakoX ANs BUBYEHHS TEHOMY NMIOAUHN.

bioximiyHa QiaeHocmuka nopylleHb 0BMiHy npoBoauTbes B 2 etanu: 1. CKpWHiHr-giarHocTuKa
(Npocitotoun). 2. 3a [JOMOMOTOK TOYHWMX XpoMmatorpadiyHuX METOLIB BM3HAYEHHS (DEPMEHTIB, aMiHOKWCIIOT,
MiKkpoBioNoriyHUX TECTIB NPOBOAUTLCS YTOUHEHHS.[11]
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E®EKTHUBHICTb BUKOPUCTAHHA EMICTUMY C TA ENIIHY 3A IOKASHUKAMUA BOJOOBMIHY
JIMCTKIB POCJIMH BOBIB (FABA BONA MEDIC.)

Y 3epHoBomMy BanaHci YkpaiHu 6060Bi kynbTypu nocigaoTb 3HauHe Micue. KynbTypa 6060BUMX poOChmMH
BiAOMa 3 JaBHix Yacis. bobu - oaHa 3 AaBHIX KynbTyp CBITOBOrO 3emnepobeTsa, ska Gyna Bigoma 3a 2 TUC. pokiB 40
H. e. Hapogn [asHix €runty, lpeuii, Pumy BupoLlyBanmu ix K xap4yoBy OBOYEBY POCHWHY [3]. ApXeonoriyHi
BOCTIZXEeHHS CBigYaTh, WO ropox i 606u Bupowlysann B €Bponi noHag 2500 pokiB Tomy [6]. Y Hawii kpaiHi ix
BMPOLLYIOTb MEPEBAXHO SK KOPMOBY KymnbTypy. Ha KOpM BMKOPUCTOBYKOTb 3€pHO, 3€MeHy Macy, Cunoc i Conomy.
3epHo, sike mMicTuTb 25-35 % 6inkis, 1o 54 % Byrnesoais, 1,5 % xupy, 6nn3bko 3,5 % MiHepanbHUX PEYOBMH, BiTaMiHM
A, B Ta iH. € BUCOKOMOXWBHUM KOHLEHTpoBaHuM kopmoMm, B 100 kr sikoro Mmictutbea 129 kopm. of. i 28,4 «r
nepeTpaBHoro npoteiHy. o6y BUPOLLYIOTL TakoX K XapyoBy pocnuHy[3, 9].

KopmoBi 6061 MatoTb arpoTeXHIYHE 3HAYEHHS: iX BUKOPUCTOBYIOTb MPU BUPOLLYBAHHI OBOYEBWX KYNbTYp SK
KyMiCHi pOCAMHYK, @ B CafiBHULTBI — Sk 3eneHe obpneo. bobu — LiHHa MegoHOCHa pocnvHa.

B YkpaiHi kopmoBi 6061 BupoLLytoTb Ha nnowi noHag 10 Tuc. ra. CepeaHs BpoXanHicTb 3epHa — 6nm3bko 18
ra, 3a BWCOKOI arpoTexHikn oTpumyloTb no 25-30 u/ra 3epHa i 500-600 u/ra 3eneHoi macu [3]. BoHu
XapaKTepu3yKTbCs BUCOKAM BMICTOM Yy 3epHi binka, SKWA Mae BENMKe 3HAYEHHS 4NS XapyyBaHHS NIOAWHM i TOAIBNI
TBaPWH.
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