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Anomauisn

Ilynza K.O., Aoamoe B.I. Busnauenna kapiomuny ma auaniz Xxpomocom 3
SUKOPUCMAHHAM Komn’lomepa. B cmammi onucano 0O0CHiONHCeHHS XpoMOCoM, iX auaniz ma
2eHemUYHi 3aX60PI0BAHHA, AKUX MeOuyuHa 3sHac Oyoce bazamo. I[Ipenamanvha Oiacnocmuka €
8ANCNIUBOIO UACMUHOIO 8 BUSBNIEHHI Namonoeii Ha cmaodii BHYMPIUHLOYMPOOHO20 pO3BUMKY. 1A
obneculennss ma  QYHKYioHanbHOCMi  pobomu  ¢haxieyie — YUMo2eHemuKié  CmMeopeHa
a8mMoMamu308ana KOMN 10OmepHa cucmema aHaisy XxpomMocom 3a80aKU Cneyianiz08aHum mMemooam
PO3poOKuUL.

3arajbHa NOCTaHOBKA NMpodieMu

Koxna cim'ss mMpie mpo Te, mo O HOro HOBOHAPOIKEHE AWUTsA Oysio 3m0poBe. Haxaib,
nepeadaYuTy MosiBY XBOPOI TUTHHHU 10 BariTHOCTI HEMOXKIIMBO, OCKIJIBKH 11€ HE 3aBXK/JU 3aJIeKUTh
BiZl cTaHy 370poB'ss Horo OatpkiB. [IpucyTHicTP B ciM'i 30pOBHX [iTe TaKOX HE TapaHTYeE
BIJICYTHICTh MPOOJIEM MPHU HACTYMHUX BariTHOCTSX. B GinblIocTi BUMaAKiB, FT€HETHUHI MPOOIEMH €
HOBMMHM 1 HECTOJIBaHMMHU JJIsI CiM'i, a PU3MK HAPOJDKCHHS AWUTATH, HANPHUKIAJ, 3 CHHIPOMOM
JlayHa (101aTKOBOIO XpOMOCOMOIO 21), iCHY€ Al KOXKHO1 )KIHKU B OyAb-SIKOMY BIIIL.

3apa3 Binmomo 0araTo 3aXBOpPIOBaHb, IMOB'SI3aHUX 3 MOPYIICHHAMH IMOOYMOBH 1 KUIBKOCTI
XPOMOCOM 1 ICHYIOTh MI)KHapOJHI CTaHJApTH, 110 PEKOMEHIYIOTh JIOCIIIKEHHS XPOMOCOM B THX
abo iHmmx BuUmagkax. IlpeHaTanpbHa IiarHOCTHKA TO3BOJISIE BIIEBHEHO BU3HAYATH XPOMOCOMHY
MATOJIOTIIO TJIOY BXXKE€ Ha PaHHIX TEPMiHAX BariTHOCTI, a JOCHIIHKEHHS XpPOMOCOM MITEM, 10 BiKe
HApOAWIHCA, 1 JOPOCIHX YacTO JIA€ MOXKIHUBICTh 3PO3YMITH NMPHYUHH XPOMOCOMHHX MATOJIOTIH
IUIOAY, HEBHMHOIIYBaHHS BariTHOCTI abo0 Oe3mmifas i JaTH IMOBIPHICHMN MPOTHO3 MOBTOPHUX
BunaKiB. Hakasb, TeHETHYHI 3aXBOPIOBAHHS HEBHIJIIKOBHI.

[{uToreHeTMUHUI METOJ BKJIIOYAE BHBUEHHS XPOMOCOM 32 JOMNOMOIOI KOMIUIEKCY
METOIHMK, [0 JI03BOJISIIOTH OTPUMYBATH PI3HOCTOPOHHIO iH(OPMAIIIO MPO KIJIBKICTH XPOMOCOM, 1X
Mopoorito i 0coOIUBOCTI.

AXTyanpHHM € 3aMiHa PYTHHHOI mpami (axiBls — IUTOTEHETHUKA, MOB’S3aHOTO 3 PYYHOIO

00pOOKOI0 XPOMOCOM, MiAPaXyHKY iX po3MipiB, KUIBKOCTI 1 BH3HAUY€HHs AiarHo3y. BinmoBigHo
CTAaTTSl TPUCBSYECHA CTBOPEHHIO ABTOMATHYHOTO TMPOIECY BU3HAYEHHS KapiOTHITy 1 aHami3y
XPOMOCOM 3 BUKOPUCTAHHSAM KOMII 10Tepa.
XpoMOCOMH — CTPYKTYpHI €JIeMEHTH siipa KIiTHHH, o Mictats JJHK, B skiif momimeHa criaakoBa
iH(popMmariga opranizmy. ['enernuna indopwmariis 30epiraeTbest B 23 mapax xpomocoM. J[Baausrts
TPeTs Mmapa XpOMOCOM - II€ JIBi cremiaabHi Xpomocomu, X 1 Y, SKi BH3HAYAOTh CTaTh. JKiHKH
MatoTh mapy X - xpomocoMm (46, XX), y 4ONOBIKIB I mapa ckiagaeTbest 3 oAniel X 1 ogHil Y
xpomocomu (46, XY). Maiike B EHTpPi KOXKHOI XpOMOCOMH MICTUTHCS il IEHTPOBHUMIp, HEBEJINKA
IUISIHKA, SKa JIUTMTh XpPOMOCOMY Ha JIBI YaCTHHH, YTBOPIOIOYM MPHU IIbOMY JOBre rieue (q) i
kopoTke miede (p). KokHa Xpomocoma Mae yHIKadbHY YITKy CMYTacTy CTPYKTypy, a KOXHa
CMYXKa Ma€ HOMED, SIKUIl JoromMarae BU3HaYMTH KOHKPETHY YaCTHHY XpoMocoMH (JIoKyc). [1]

[To mONOXKEHHWIO LEHTPOBHMIP XPOMOCOMH KIACH(]IKYIOTh Ha KiIbKa Tpym. BimHeceHHs
XpOMOCOM JI0 TOro abo iHIIOTrO THIAa BUPOOJISIETHCS HA OCHOBI PO3PAaxyHKY IIEHTPOBHMIipPHOTO
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IHJIEKCY - BIJIHOUIEHHS JOBXXKHHH KOPOTKOTO IuIeda 70 JOBXHHH BCI€El XpoMOcOMHU. Y Tpyri
METAlEHTPIYHIX XPOMOCOM KOPOTKE 1 JOBre Iuiedi MpUONM3HO piBHI, 1 LIEHTPOMEPHHUH 1HAEKC
HaOmmwkaeTrbest 10 0,5. Y cyOMeTalneHTpuYHUX XpOMOCOMax IIEHTPOMEPHUHN 1HAEKC MOHMKEHUN 1
cknagae Big 0,25 mo 0,35, B akpoLEHTpUYHUX XpoMocomax BiH yacto He mepesumrye 0,2. Ha
mijcTaBl KOMOIHaIIi ITUX O3HAK XPOMOCOMHM 3TPYIOBaHI B 7 TPYyII, IIO MO3HAYAIOTHCS OyKBaMH
anrmiiicekoro andasity (Big A mo G).

I'pynma A Bxmrouae xpomocomu 1, 2, 3, mpuyomy xpomocomMu 1 i1 3 - MeETareHTPIKH
(meHTpOBUMIpHUN iHAEKC mepmoi xpomocomu nopiBHIOe 0,48-0,49, tpethoro - 0,45-0,46), a
XpoMocoma 2 - HauOUIbIINA cyOMeTaeHTpiK (3 eHTpoBuMipHUM iHAeKcoM 0,38-0,40).

I'pyna B cknanaerbes 3 1BoX XpoMocoM - 4 1 5. Lle Benuki cyOMeTaleHTpHUUHI XpOMOCOMH 3
IIEHTPOBUM ipHHM iHJeKcoM Bix 0,24 mo 0,30.

I'pyna C Bkirodae ciM aytocoM (3 6 mo 12) i crateBy X-xpomocomy. Lle meranieHTpuuHi 1
cyOMeTaneHTpUIHI XPOMOCOMH cepeaHboro po3mipy (0,28-0,43).

I'pyna D BKIIOuae TpH aKpOLEHTPUUHI XPOMOCOMH CepeHboro posmipy: 13, 14 i 15. Ix
HEHTPOBUMIpPHHH iHJEKC He mepeBuirye 0,15 1 € HaliMeHITNM B KapioTumi Jtoquad. 11 XpoMocoM
i€l TPyNU XapakTepHa 3HAYHA MDKIHAMBiAyandbHa BapiaOeNbHOCTb 1 HASsIBHICTh CYMYTHHKIB Ha
KOPOTKHX TIICYaX.

I'pyna E Ttakox Bkirowae Tpu Xxpomocomun — 3 16 mo 18. Lle BIAHOCHO KOpPOTKi
METALEHTPIKK 1 CyOMETaleHTPiKH, 3 HeHTPOBUMIpHUM iHIeKcoM 0,26-0,40.

I'pyna F cknamaetbcs 3 JABOX HEBEIMKUX METALIEHTPUYHUX XpomocoM (19 1 20) 3
1eHTpoBUMIipHUM iHIEeKCcOM 0,36-0,46.

I'pyna G ckiagaetsest 3 aABoX aytocoM (21 i 22) i y-xpomocomi. Lli xpomocomu MaroTh
HEBEJIIMKUAN PO3MIp 1 BIAHOCATHCS IO aKPOLIEHTPUYHUX 3 IICHTPOBUMIPHUM iHAEKCOM B Mexax 0,13-
0,33. /Ing ayTocoMm 1i€i TpyNu XapakTepHa HasiBHICTb CYNyTHUKIB HA KOPOTKHUX IJIeyax.

Kapiotun (xpomocomHuii Hadip) — CYKYIHICTH O3HaK (po3mip, ¢opma, nerani OyIoBH,
YHCIIO 1 T.M.) IOBHOTO Ha0Opy XpOMOCOM, BIACTUBUI KJIITMHAM JaHOTO opraHizmy. Kapiotum He
3MIHIOETBCSI B Tepediry JKUTTSA Ta Moke OyTH TpeACTaBICHUH Kapiorpamor0 — rpadidae
300pa)keHHS KapiOTHUITy JUI KIJIbKICHOI XapaKTepUCTUKU KOXKHOT XpPOMOCOMH. [2]

Pucynok 1 — Cxematuune 300pakeHHS XpoMocoM Jitoauau npu G-dapOyBanHi
BIJIMOBITHO 10 MI>KHAPOIHOI Ki1acudikaii

OOrpyHTyBaHHSI MATEMATHYHUX MeTO/IiB BUpPillIeHHS 3a1a4i
Jlnist po3pOOKM aBTOMATH30BaHOI CUCTEMH aHAi3y XpOMOCOM OYyJIM MOCTaBJICH] Ta BUKOHAH1
HACTYIIHI 3a/1a41:
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— MIAroTOBKa 300pa)keHHs MeTada3Hol IIACTUHKHU JI0 aHAJli3Y,

— aBTOMATWYHE BUSBJICHHS KOHTYPIB XpOMOCOM 1 po0OTa 3 IMMHU 00'€KTaMu;

— 3100yTTs Kapiorpamu i po0oTa 3 HElo;

— TIOPIBHAHHS XPOMOCOM 1 3100YyTTS pe3yJIbTaTiB aHAMi3Yy.

Jnst  amamizy Mertada3zHOi IUTACTHHKM KIITUHM KpPOBI PO3TAlllOBYIOTh B JKUBUJIbHE
cepelioBUILE 1 KyJbTUBYIOTh Tpu A00u. Ilicis 1poro mpoBoasAThCs etanu (ikcarlii, MpUroTyBaHHs
npenapatiB Ta G-hapOysanns. Ilicas 3m00yTTsa 300paxeHHss Ha MeTada3zHOT TIIACTUHKUA POOUTHCS
3HIMOK MIKPOCKOIIOM, IICJI 4YOro ouudpoBaHuii (ailsl mocTynae Ha KOMIT'IOTE.

[ToTiM KOpHUCTYBa4 Ma€ MOJIMBICTh MPOBECTH MIATOTOBKY 300pa)KEHHS YISl MOJANTBIIIOTO
aHasizy. 3a0e3neuyoThCsl HACTYITHI MOXKIIUBOCTI:

— TIepeBeICHHS 300paKCHHS B TPAJIAIli0 CIpoOro;

— 3MiHa ICKpaBOCTi Ta KOHTPACTHOCTI;

— BUJIQJICHHS 3 300paKeHHsI TUX 00’ €KTIB Ta ParMeHTiB, sIKi HE € XPOMOCOMAaMHU;

Merton nepeBefieHHs 300pakeHHs B IpajJallifo ciporo Hojsrae B HEOOXiIHOCTI mepedopy
BCIX TIKCEIB, BU3HAYCHHI KUTBKOCTI YEPBOHOTO, 3€JICHOTO, CHHBOTO KOJIBOPIB Ta SICKPABOCTI 3a
dbopmynoro (1):

Y=03*R-059*G- 0.11*B, (1)

ne R,G,B — 3HaueHHs BiNOBITHUX KOJIPHUX CKIIAJ0BHUX.

OTpumaHi 3Ha4EeHHS 3aMUCYIOTHCS B MIKCEN1 MBTOHOBOTO 300pa)keHHS.

[ oo s |

Pucynok 2 — 306pakeHHs onudpoBaHoi MeradazHoi IUIACTUHU B Tpajallii ciporo

[ToTiM BHUKOHYE€TBCS 3MiHA SICKpaBOCTI Ta KOHTpacTHOCTI. Lli 3MiHM MOXXHa y3arajabHUTH
BHPQKEHHSAM <«3MiHa OajaHCy 300paXCHHs», OCKUIBKM OOHWJBa TOHSATTS — 1 SICKpPaBICTh, 1
KOHTPACTHICTh, — CXOXI 1 BITHOCATHCS 10 chepu CHPUHHATTS 300paskeHHs JIIOAMHOIO.

[linBuIIEHHS/3HKEHHS SICKPABOCTI — II€, BIAMOBITHO, CKJIAJaHHS/BiAHIMAHHS 3HAYCHHS
KOXXHOTO KaHaly 3 JeskuM (IKCOBAaHWM 3HAYCHHSM (TakoX B Mexax Bimg 0 mo 255); mpu upomy
000B'SI3K0BO HEOOX1THO KOHTPOJIIOBATH BUX11 HOBOT'O 3HAYCHHS KaHay 3a Mexi Alana3zony 0..255.

[TinBUIIICHHS/3HUKEHHST KOHTPACTHOCTI — II€, BIAMOBITHO, MHOXXCHHS/MIJICHHS 3HAYCHHS
KO)KHOTO KaHaJIy Ha Jesike ¢ikcoBaHe 3HaUeHHs (y TOMY YHCHI AiMCHE), 0 TPUBOAUTH 10 3MIHU
CHIBBITHOIIIEHb M1k KOJILOPAMHU 1, BIATMOBITHO, O YITKIIIMX KOJIPHUX KOPJIOHIB.

Ha mpakrtuii  icHye Takuii TPHWHIMIT: 3MiHA KOHTPACTHOCTI HE MOBWHHA MPUBOJIUTH O
3MIHH CEepe/IHIN ICKPABOCTI MO 300pakeHHIO, TOMY KOPHUCTYIOTHCSI HACTYITHOIO (popmyioro (2):

Y1=k*(odlY - aveY)- aveY , (2)

ne Y1 — HoBe 3HauCHHsI OJTHOTO 3 KaHAJIB,;
k — xoedinient koHTpacTHOCTI (k =(0...1) — 3HWKEHHA, k >1 — MiABUIICHHS);
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odlY - moTOYHEe 3HaUEHHS TOTO X KaHaly;
aveY - cepelHE 3HaYCHHS TOTO K KaHAJTy 10 300paKeHHIO.
TakuM 4uHOM, AITOpPUTM (AKTHYHO € JBYXIPOXOJOBUM, a aveY BU3HAUYAETBHCS K CyMa
3HAa4YeHb SICKPABOCTEH IMIKCETIB MOTOYHOIO KaHAJdy pO3AUICHa Ha 3arajbHE YWCIO MIKCEeNiB Y
300paXkeHi.

Pucynok 3 — 3MiHa CKpPaBOCTI Ta KOHTPACTHOCTI Ha 300pakeHH1 1
Ha nactynHomy ertari HEOOXiJHO BUAAIUTU 3 300paxkeHHs Ti ¢parMeHTi abo 00’€kTH, AKi
He € xpomocoMamu. OUHIeHHs 300paKeHHs BiJl apTU(}aKTIB poOUTH KopucTyBad. To0To (haxiBerpb
- LUTOTCHETHK BKa3zye o0jacTe Ha 300pakeHHI, € Ha HOro JyMKYy 3HaXOAATbCA OO0'€KTH, SKi
HeoOXimHO BuaanuTU. OONacTIO € TPAMOKYTHUK, SKHM Ma€ KOJIp, BIAMOBIIHHA CepeaHii
SICKpaBOCTI MIKCEJIiB Ha pe1arOBaHOMY 300paKeHHI.

a) 0)
Pucynox 5 — 300pakeHHSI XpOMOCOMHOI IIJIACTHHU:
a) mepe]] BUJaJIeHHsIM apTu(akTiB 0) miciis BUAaJICHHS apTU(aKTIB

JUis NOCATHEHHS JAHOTO Pe3yJIbTaTy BUKOPUCTOBYIOTHCS METOJ OUHUILEHHS 300paKeHHS BiJl
mymy. lle € BayJIMBUM eTanoMm MiATOTOBKH 300pa)keHHS JUIS NMPOBEACHHS MOAAIBIIMX OIEpariii
noiryky o0'eKTiB Ha 300pa)KeHHI 1 BIIHECEHHs iX BIANOBIAHOMY Kiacy. Bukopucrano memiaHHUN
GUTBTP, aNTOPUTM POOOTH SIKOTO TMOJISTAE B 3HAXO/HKEHH1 ME/IiaHN — CEPEeIHBOTO €IIEMEHTY (aje He
CepeiHbOro  apu(METUYHOIr0)  MOCHIJOBHOCTI B  pe3ysabTaTi il  BHOPSJAKYBaHHSI IO
3pOCTaHHIO/3MEHIIICHHIO ¥ HaJJaHHS 3HAWCHOTO 3HAUYCHHSI JIMIIE CEPEIHBOMY eJIeMeHTY. B manomy
BUMNAJKY HAeThCs Mpo HemapHid ameptypi 3*3. Takok BUKOHYETbCS HapOIyBaHHA abo epo3is
00'€KTy 3aJIKHO BiJI IepeBaKaHHs TiKceliB (JoHy a00 00'€KTy TOBKOJIA MOTOYHOTO IMIKCEIIs.

Jlis BUIUIEHHST KOHTYPIB XpOMOCOM BHKOPHCTOBYETbCS MeTol Pobeptca, sikuil oGuunciioe
CyMy KBaJpaTiB Pi3HHUIF MIX J[iarOHaJIbHO CYMDKHMMHU Tikcenamu. Lle € omHuM 3 mpocTux ane
e(peKTUBHUX METOJIIB, IKUH MpencTaBieHuil 3a popmyioro (3):

A'=|4-D|+|B-C|=+(4-D) +(B-C) 3)
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Pucynok 6 — BupineHHs: KOHTYpiB XpOMOCOM

Takox nependadeHo KOperyBaHHS Ha 300pakeHi, SKIIO € KOHTaKTYI4l a00 HaKJIaJIeHl OHa
Ha OJHY XpomocoMu. Jlnsi 1poro nependayeHuil IHCTPYMEHT <JIiHIS», KU MOXXEe MaTH OLUIHiA,
YOpPHUU KOJIip ab0 KOJip, pIBHUM cepeHIN ICKPaBOCTI MIKCETIB HA 300pa’KeHHI.

Pucynok 7 — 300paskeHHsI KOHTaKTYIOUMX a00 HaKIIaJIEHUX XPOMOCOM

[Ticns 3akiHYeHHS KOPEKTYBaHHS O0’€KTiB BOHH OYyIyTh pO3KIAJCHI B Kapiorpamy.
OtpumMaHi 300pa’k€HHS XPOMOCOM TOPIBHIOBATUMYThCSI 31 CTaHJAPTHUMH iJlorpamMamu, sKi
3HAXOMATHCSA B 0a3i JaHWX CHCTEMH, Ta BHBOJUTHCS PE3yJIbTAT, KUK TMOJATAE 3 iHPOpMAIi mpo
MaIieHTa, 1aTu 00CTeKEHHS, KapiOTHUITY Ta AiarHO3Y.

BucHoBku

[IpoGiema TEHETWYHHMX 3aXBOPIOBAHb HAa JAHWH Yac aKTyaJlbHa Ta JlaHA CHCTEMa €
HEOOXIAHMM TOMIYHHKOM JJisi MEAMYHUX 3aKkjiajiB. 3aBIsSKd il MpeHaTadbHa AiarHOCTUKA €
(YHKIIIOHATLHOIO Ta IIBHIKOIW. Po3poOiieHa cucTeMa BH3HAUCHHS KApIOTHIY Ta aHAIli3y
XpOMOCOM Ha cydacHoMy cepenoBuili C# Ta ii po60TO3AaTHICTh MepeBipeHa Ha peaIbHUX 3HIMKaX
3 BIJIOMUMHU pe3yJIbTaTaMHU.
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