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IH®OJIOT'TYHA MOJEJIb ®AKTOPIB, IIOKA3HUKIB TA O3HAK, 1O
XAPAKTEPU3YIOTH XPOMOCOMHI IATOJIOI'TI 3A PE3YJIbTATAMU AHAJI3Y
30BPA’KEHDb KAPIOI'PAM ITAIIIEHTA

Pobota noBa3aHa i3 3a4aqvero [AEHTUGIKaLIi 06pa3iB Ha 306paeHHSX. KnacuqHi rigxoam 40 po3B Sa3aHHs MogibHux 3a4a4
BK/IHOYaOTb B Ce6e BUJTYHYEHHS CTATUCTUYHUX O3HAK 3 300DAKEHHS | MOAATBIIMY aHa/3 300PaKEHHS 38 UUMU O3Hakamu 3a
LOMOMOror0 LITYYHOI HEUPOHHOI Mepexi. OAHAK TaKi MAX0aN HE HaAaroTL 3840BIILHOMO PE3Y/IbTAaTy B NPEAMETHUX 06/1acTSX, A€
K1acu O6'EKTIB MatoTh BE/TUKY TOAIGHICTL Py MPUHLMITOBIV J10rYHIV BIAMIHHOCTI, @ TaKOX Py HasBHOCTI aHOMasbHUX 06 €KTIB, SKI
110TPEGYIOTH PO3II3HABAHHSA, B AaHIWi po6OTI 3arpornoHOBaHa IHPOIOrYHa MOAESb PAKTOPIB, MOKA3HUKIB Ta O3HAK, WO [03BOJISE
r104anblle 3acTOCyBaHHS MOAENEN GaraToKpUTEDIaIbHOMO MPUIHATTS PILIEHb A/1S BUDILLEHHS 33434/ PO3ITI3HABAHHS Bi3Ya/lbHUX
06pasiB. Pe3y/ibTatoM poboTv € 3arporoHOBaHa IH@OIoriYHa MO[€EsTb, KOTPa OMUCYE HEPO3I3HaHI 06 €ktu Chux, Lo MifIsararoTs
Kareropu3auli; eTasioHHi 06 €ktv Ix, Lo CIyrytoTh B3pUEM IpyU KaTeropusadii; po3nizHaHi 06 ektv Chx, Lo MiCTATL iH@OpMaLito rpo
pe3ysibTaT Kateropu3auii 1@ BuHaVAEHI BIAXWIEHHS Bl E€Ta/IoHy, OGEKT 6asn 3HaHb BZ, ska Moxe 6yT BUKOpUCTaHa A/1S
DOPMYBaHHS JIEKCUYHOIrO BUPA3y, LO XapakTepu3ye pe3y/ibTar Kateropusauii. B rnpoyeci JocimKkerHHs 6y/10 BUKOPUCTaHO METoaM
MareMaTuyHoro MOAE/NOBAHHS Ta MaTteMatnmyHoi J/ioriku /15 ro6y[0BuU  [HGOIOMYHOI MOAEN. TIpuKIaqHNM 3acToCyBaHHIM
HaBEAEHOI MoJeNni € peanizalisi cuCTEMU [TIATDUMKU [PMAHSTTS PIilieHb PO [iarHOCTYBaHHS XPOMOCOMHUX aHOMAsivi 38
Pe3y/IbTaTOM aHas3y 306paxeHb KapliorpaMm nauieHTa. T04i6Hi cuCTeMu MaroTb MOXX/UBICTL MPMMaTH B SKOCTI BUXIGHUX AaGHUX
306pakeHHs1 Kaplorpam rnaylieHTa (ronepeqHBL0 06pobrieHi 3pasku 6io/10riYHuX MAaTePIaniB rnaLieHTa, BIA3HATI YEDE3 KaMEDY Ha
71a60paTopHOMy MIKDOCKOITE), MPpOBOANTY IAEHTUQIKALIO BMICTY GIO/IOridYHNX MATEPIanis 1a Haaasatyv 6iosiory pesysibTar aHasli3y Ha
MPEAMET HasIBHOCTI XPOMOCOMHMX 1aTO/IONW. HaykoBa HOBU3Ha POBOTY ONISrae B CTBOPEHHI MIAMPYHTS 471 CUCTEMM [AEHTUDIKALIT
06pasiB 3a JIOMYHUMU O3HaKaMy, Ha BIAMIHY Bifl KIACUYHUX TTIAXO04IB [3 38CTOCYBAHHIM CTATUCTUYHUX O3HAK I LUTYYHUX HEUPOHHNX
MEDEX.

Kno4oBi c10Ba; KOMITIOTEDHMI 3ip, DO3IM3HABAHHS 06pa3iB, 6GaraToKpUTEDIAIbHE TMPMUHSATTS DilieHb, [H@OIOrYHa
MoAesb.
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INFOLOGICAL MODEL OF FACTORS AND FEATURES FOR CHROMOSOMAL
PATHOLOGY RECOGNITION POWERED WITH IMAGES OF PATIENTS’
KARYOGRAMS

The paper is related to the problem of object recognition in images. Classic approaches to solving similar problems
involve extraction of statistical features from images, with further analysis by the means of artificial neural networks. However, such
approaches do not achieve plausible results for specific application domains, where classes of objects bear great similarity, while
having fundamental logical differences. Another challenge is having abnormal objects, that have to be classified. Given paper
proposes an infological model of factors that would allow further development of a multi-criteria decision-making model for solving
problems related to object recognition in images. The result of a given paper is an aforementioned proposed infological model of
factors that describes objects Chux that represent entities to be recognized, objects Ix that represent an ideal reference value to be
used for categorization,; classified objects Chx that represent the information about classification results and found deviations from
the reference value; a knowledge base BZ that could be used for generating a lexical expression that characterizes the
categorization result. Methods of mathematical modeling and mathematical logic have been used during the research for the
purposes of designing the infological model. Practical application of the proposed model is the prospect of development a decision
support system for chromosomal abnormalities diagnosing powered with images of patient’s karyograms. Such system should be
able to accept images of patient’s karyograms (preprocessed samples of patient’s biological material, digitalized by means of a
camera embedded into a laboratory microscope) as an input and generate a result of chromosomal pathology detection analysis to
the biologist, The novelty of a given paper lies in creation of a basis for object recognition systems powered by logical features of
an image, instead of a classic approach that utilizes statistical features and artificial neural networks.

Keywords: computer vision, object recognition, multi-criteria decision-making, infological model

International Scientific-technical journal
«Measuring and computing devices in technological processes» 2023, Issue 1

198


https://doi.org/10.31891/2219-9365-2023-73-1-27
https://orcid.org/0000-0001-5271-0248
mailto:PlatinumPA2212@gmail.com
https://orcid.org/0000-0002-2291-5864
mailto:yuriymironov96@gmail.com

Mixcnapoonuil HayKo80-mexHiuHUIL JHCypHAN
«BumiproeanbHa ma o64yucnroeasibHa mexHika 8 mexHoI02i4HUX npoyecax»
ISSN 2219-9365

ITocTraHoBKa MPo0JIeMH Yy 3arajibHOMY BHIJISIA
Ta ii 3B’9130K i3 BAKJIMBMMH HAYKOBUMH Y¥ NPAKTHYHUMM 3aBJIAHHAMHA

XpoMOCOMHI MaToyorii € 3Ha4HUM pPU3UKOM B IIpOILeCi IUIaHyBaHHS ciM’i Ta BariTHOCTI. 3rimHO 3
nmociimkeHaasmMu BOO3, mopoky XpoMOocMoHiI aHoMmalii € mpuunHoro cMepteit 80000 mitedt Bikom o 28 mHIB i
57000 mitedi y Bini Bix 1 micsis g0 5 pokis [1]. Takoxk XpOMOCOMHI MATOJIOTIi CIPUYUHSIOTh BUKUIHI Ta 3HAYYIIE
MOTIpIIEHHS SIKOCTI KUTTA [2]. XpOMOCOMHI aHOMajli XapaKTepH3YIOThCSl HEBIANOBIZHOIO KiJIBKICTIO 37I0POBHX
XPOMOCOM, 200 XK HAasIBHICTIO 3MiH B CTPYKTYpPi OTHOT UM OLiIbIlIe XpPOMOCOM Halli€HTA.

3 MEeTOI0 TIarHOCTYBaHHS XPOMOCOMHHIX aHOMAITii MTPOBOIUTHCA MIPOIeTypa KapioTHITyBaHHS, IO TOJIATAE
B 3a00pi Ta mojaIpIIOMy JJabOpaTOPHOMY aHalli3i Oi0JIOTIYHUX MaTepialiB Malli€HTa Ta CTaBUTh HA METi BUSBJICHHS
XH0 B CTPYKTYpi XpOMOCOM Tami€HTa (CHHAPOM KOTS4Oro KpuKy, cuHapoM [lamrmicrepa-Kimriana) umn BUSBICHHS
HEBiAMOBiMHOI KimbKocTi XxpomocoMm (cuuzapoMm Ilatay, cuampom JlayHa) 3 TOZANBIIOI0 IEpeqadeio BHCHOBKIB
JKapIo U1 IOCTAHOBKY JTiarHO3Y.

Ha cydacHiit cTamii po3BUTKY penpoIyKTHBHOI MEAWIIMHH, MPOLEAYpa KapiOTHITYBaHHS MPOBOAUTHCS i3
3aCTOCYBaHHSIM aBTOMAaTH30BAaHUX IIPOrpaMHO-allapaTHUX CHUCTEM JabopaTopHOi JiarHOCTHUKH, Takux sk Lucia
Karyo, Leica CytoVision Ta MetaSystems Ikaros. Ilo cBoiif cyTi, BumesragaHi cucreMu € TrpadiuHUMHU
penakTopamMy 3 MOXJIIMBICTIO poouTH (otorpadii OioJoriYHUX MaTepiatiB NMamieHTa, MaHIMyJIIOBATH 300pakeHHIMHU
Ta BHOCUTH BUHAal/IeHi JaHHI 3 300paxkeHb y BOyJoBaHy 0a3y AaHMX: MOMJIMBOCTI 3 iIeHTH(IKALIT XpOMOCOM, a TUM
OisTbIIIE XPOMOCOMHHX aHOMAJIIH, € 3HAYHO OOMEKCHUMHU.

BurieBkazane BimoOpakaeTbcst Ha €(peKTUBHOCTI pOOOTH: BIACYTHICTh OCTATHHOTO PIiBHIO aBTOMATH3AIlil
BWJIMBA€THCSA B 3HAYHI YaCOBI BUTPATH, IOB’SA3aHI 3 KOXKHUM aHaNi30M. TakoX, 3BaKal0uy Ha MPEAMETHY 00JIacTh,
B)XJIMBUM HACJIIZKOM HEIOCTATHHOI aBTOMATH3aIlii € PH3HK IOIYIICHHs IIOMIIKK depe3 JTI0AChKHH (akTop. UYepes
IIe € TOUUTBHOIO € po3po0Ka TaKoTo MU(PPOBOTO PIlICHHS [UIS MPOBEICHHS NPOLEAYPH KapiOTHITYBaHHS IAIli€HTIB,
o peajidye OUTPII BUCOKWH pIBEHb aBTOMATH3aIlil B MpOIeCci KaTeropw3aiii XpoMocoM Ta imeHTHQiKarii
XPOMOCOMHHX aHOMaJIilf, a TAKOXX MOCTaHOBKH TIOTETHYHOTO IiarHo3y.

Jana po0OoTa € 4acTHHOIO JIOCHIPKEHHS, METOIO SIKOTO € PO3poOKa MaTeMaTH4HOi MOJEli i€papXidHOTro
pO3Ii3HaBaHHS XPOMOCOMHHUX HATOJIOTIH JJIsl IHTENIEKTYaJIbHUX MPOrPaMHHUX CHCTEM A1arHOCTYBaHHS 3aXBOPIOBaHb
3a 300pakeHHsAM Kapiorpam marfienrta [3-8]. OcHOBHa ifiess Takoi MOJEI TOJArae B PO3Mi3HABaHHI XPOMOCOM Ta
XPOMOCOMHHX aHOMAalii 4Yepe3 KOHBEPTAIlil0 300paKCHb 00’€KTIB B I€papXil0 JIOTIYHUX O3HAK, IO JT03BOJHTH
peaiizyBaTu aBTOMAaTH30BaHE MOPIBHAHHS 00’ €KTIB 3 €TaJOHAMH B TaKHH CHOCIO, SIKMH BUKOPHCTOBYIOTh €KCIIEPTH
B MpeaMETHIN o0macTi. BiAMIHHICTD Bif KIACHMYHHX MIiAXOMIB J0 aBTOMATH30BAaHOIO PO3Mi3HABAHHS 00 €KTiB
MOJIATAE B TOMY, L0 TPAIULIHHO JJIsI aBTOMAaTH30BaHOTO PO3Mi3HABAHHS BUKOPHUCTOBYIOTHCS BIJIYYEHI CTaTHCTHYHI
O3HAKW B KOMOIHAII{ 3 IITYYHAMHI HEHPOHHUMH Mepexxamu [9].

®DopmMyIIOBaHHA Lijed cTaTTi
Metow naHoi poboTH € po3poOka iH(PONOTIYHOI MofeNi (akTOpPiB, IO XapaKTEPU3IYIOTh XPOMOCOMHI
naToJyorii 3a pe3yJbTaTaMd aHaji3y 300pakeHb KapiorpaM mnamieHta. JlaHa MoJeib ONMUCY€e CYTHOCTI NPEIMETHOI
obnacti sk Habip KpUTEpiiB, SKUMH KEepYIOThCS MPU KaTeropusalii XpoMocoM Ta igeHTH(dIKanii XpOMOCOMHHX
aHOMAJIIH.

AHani3 nocaifzkenb Ta myoaikanii

IIpobnema po3mizHaBaHHs 00pa3iB i 30KpeMa pOo3ITi3HABAHHS XPOMOCOMHHX 300pa)KeHb B JOCTATHIN Mipi
OCBITJICHa B HAyKOBIH JiTEpaTypi.

JocnimkenHio mpo0ieM 1 MepCreKTHB PO3BHTKY CHCTEM aBTOMAaTH3allil pO3Ii3HABaHHS XPOMOCOMHHX
aHoMaiii mpucBsiueHo mpari BueHuX: M.I. Pazzaka ta b. XKenpra [9, 10]. B ixHiX myOmikamisx mpOTHO3YEThCS
BEJIMKA MEPCIEKTHBA TPOrPaMHMX PillleHb B chepi METUINHH Ta OXOPOHH 3JI0POB’sI, 110 0a3yIOThCS HAa TEXHOJOTIAX
TIIMOMHHOTO HaBYaHHS, ajie BU3HAETHCS PsJ BUKIMKIB, IO HApa3i 3aBaXKalOTh BIPOBA/KEHHIO IOMIOHMX pIlIEHB.
OxpiM CTaHAAPTHOI JJIs TIMOWHHOTO HaBYAaHHS MPOOJIEMH «JOPHOTO SIUKa» (CKIAIHICTH i HemepeabadyBaHiCTh
BHYTpPIIIHIX MEXaHi3MIB POOOTH HEHPOHHOI MEpexi), TaKoX IOCTae crerudiyHa g TPHKIATHOI 00JacTi
npobyieMa: (opMyBaHHS BCEOCSHKHOTO HAaOOpy JTaHUX. 3a3HAYaeThes, IO s eeKTUBHOT poOoTn MeaudHoro [13 Ha
OCHOBI TTIHOMHHOTO HaBUaHHS HEOOiXIHUI 30ip BeaMKOro Habopy AaHUX 3 0araTeox JHKEped, 10 He € JOCSIKHUM B
KOHTEKCTI 4yTIHMBOCTI MeandHOi iH(opmariii. Byio 3a3HadeHo, mo 10 cux mip He Oyo mpeacTaBieHo e(heKTHBHUX
pileHs JUIA KaTeropu3amii XpoMocoM Ta imeHTH(ikamii XpOMOCOMHHX aHOMaJliii 0e3 BUKOPHCTAaHHS HEHPOHHHX
MEPEK.

JocnijpkeHHIO TiIXoniB 10 ifeHTH]iKaumii MeAWYHUX 300paKeHb IIPUCBSYEHO Ipami BuUeHHX: P.
Hanpakymapa ta K.b. J[XastHTi, 0 JOCHIKYIOTh aJTOPUTMH BHIIYYEHHSI CTATHCTHYHHMX O3HAaK 3 300pakeHHS 3
BUKOPHCTaHHIM JIUCKpeTHOTro BeiBieT-neperBopeHHs [11]; M. Mopaai ta C.K. Cerpaenana, mo HpoInoHYIOTh
MaTeMaTHYHy MOJIEJb BIIIyUeHHs O3HaK 3 300pakeHHs XxpomocomH [ 12]. lani myOGuikamii moeanye ines BUTydeHHS
CTaTHCTHYHHUX O3HAK 3 300pa)KEHHsSI XPOMOCOMH, 1 MOAAIBINOI KiIacH(piKalii XpOMOCOM 3a JIOIIOMOTOI0 HEHPOHHHUX
MEpEeK.
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Byno posrnsayTo my6mikariito b. BaxkeHa, sikuii 3anmporoHyBaB HOBHH METOJ KiIach(ikallii XpoMocoM 3a
JIOIIOMOT'OI0 3TrOPTKOBOi HEWPOHHOI Mepexi Ta IHTErpyBaB Horo B poOOuMii Mpolec HUTOreHeTHYHOI Jlaboparopii,
o BUKOpucTOBYe BHiIe3ragane [13 MetaSystems Ikaros [13]. 3anpomnoHoBaHMii METOJ MOKa3aB €(hCKTHUBHICTH B
98.8% ychoimHUX po3mi3HaBaHb xpoMocoM. OnmHak OyJ0 3a3HAYCHO, II0 TECTYBaHHS IMPOXOAWIO HA 3JI0POBHX
XpOMOCOMaxX, 1 pO3Ii3HaBaHHS XPOMOCOM 3 aHOMAJisIMH CTAaHOBUTh 3HAYHMH BUKIUK JJSI CUCTEM Ha OCHOBI
HEHUPOHHUX MEPEXK.

AHai3 ICHYIOYHMX JOCHI/DKCHb MpPOJEMOHCTPYBaB, IO HAWOINbIIE OCBITJICHI pilieHHs 3amadi
pO3Mi3HaBaHHS XPOMOCOM Ha OCHOBI HEWPOHHMX MeEpeX 3 BEIMKMM HAa0OpPOM MAaHWX A HaB4daHHA. Bapto
MAKPECINTH, M0 MEAWYHA iH(pOopMaIist Mae 0COOIMBOCTI, SIKi CYTTEBO YCKIAIHIOIOTH SK 30ip BcebiuHOTO Habopy
naeux [9] g mTy4HOI HEWPOHHOI MEpeXi, Tak i 3aCTOCYBaHHS MiaXOAiB 0e3 BUKOPHUCTAHHS HEHPOHHUX MEpEex.
[HII010 3HAYHOIO MPOOIEMOIO € PO3Mi3HABAHHS XPOMOCOM 3 aHOMANISIMHU — B BUINEBKA3aHMUX MPAIIX 3a3HAUCHO, 110
pilIeHHS HAa OCHOBI HEWPOHHHX MEPEe)K Ha JaHMH MOMEHT He € ¢(EeKTHBHUMH Ui BU3HAYCHHS XPOMOCOM 3i
3MIHEHOIO CTPYKTYpOIO Ta TEOMETPHYHUMH BUKPHUBICHHSIMH. TakuM 4MHOM, JOLUIBHOIO € PO3pOOKa MaTeMaTHIHOL
MOJIeNI ISl KaTeropusamii XpoOMOCOM Ta pPO3IIi3HABaHHS XPOMOCOMHHX aHOMAalill 32 BUKOPHUCTAHHSM arpiopHHX
JlaHUX, HE3aJIe)KHUX BiJ Habopy naHux. Taka Mozenb, OKpIM pO3Mi3HABaHHA 30POBUX XPOMOCOM, Mae OyTH 37aTHa
ineHTH(}IKyBaTH XPOMOCOMH 31 3MIHEHOIO CTPYKTYpOIO — TOOTO, XpOMOCOMH 3 aHOMasisiMu. [ moOymoBu Takoi
MaTeMaTu4HOi Mojesi HeoOXiqHo cdopmyBaTH iHOIOTIYHY MO/eNb (DAKTOPIB, sKa BTUIIOBATHME i€papXilo JIOTi4HI
03HAaKH XpPOMOCOM, 332 KOTPUMH MOXIIUBO OyJie NMPUHHATH PIillIEHHS MPO HAsSBHICTb YM BIACYTHICTH XPOMOCOMHHUX
MaTOJIOTIH, 1 TOCTABUTH BiAMOBIIHHUI 1arHO3.

BukJiag ocHOBHOI0 MaTepiany
B mpormeci HeaBTOMATH30BaHOTO KapiOTHITyBaHHA, 0i0JIOT aHai3ye 300paskeHHs MeTada3HOl TUIAaCTHHKH
(puc. 1). Meroro aHami3y € imeHTH}IKAIL XPOMOCOM TAIli€HTa 1 BHHAHACHHSI B HUX aHOMAJii.
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Puc. 1. MeradasHa njacTHHKA, 110 BiZ00pakae XpoOMOCOMHM Nali€eHTa

B mporieci aHatizy 0KpeMo pO3TILIAEThCS KOKHA Xpomocoma. J{ist 1 imeHTrdikaiii, BOHa MOPIBHIOETHCS 3
izeorpaMaMu — CXeMaTHYHUMH 300paXEHHSIMH ETaJOHHHX XpoMmocoM (puc. 2). CmiBCTaBIEHHS XpPOMOCOM Ta
izeorpaM BinOyBaeThCs Yepe3 aHami3 OeHAWHTY — crenn(pivyHOl MOCTiIOBHOCTI cerMeHTiB (OCHIB), KOKEH 3 SIKUX
Ma€ XapakTepHi Kouip (CBITIIMH y OJHMX CErMEHTIB Ta TEMHHMH y IHIIMX) Ta JOBXKHHY. YHIKaJdbHa KOMOiHAIlis
OeH/lIB XapaKTepu3ye THUI XpOoMOcoMH. ToOTO, XpOMOCOMY Iali€HTa MOXXHa iJeHTHU(]IKYBaTH SK XPOMOCOMY X,
SKIIO XPOMOCOMa X Ma€ Takui came OCHIMHI, K 1 imeorpama x. BapTo 3a3HaumTH, IO JUIS KOXHOTO THILY
XPOMOCOMHU X iCHY€ JeKiJIbKa MOXJIMBHX ineorpam. Lle moB’s3aHo 3 pi3HUM OCHIMHTOM AJIS Pi3HUX PO3MOIUIEHUX
3IaTHOCTEH MIKpPOCKOIIa, Yepe3 SIKUH OyJio BUI00YyTO 300paskeHHSI.
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Puc. 2. CniBcTaB/IeHHsI XPOMOCOMH Ta ieorpamu

3anpornoHoBaHa iH(]osOriYHA MOJENh € PO3UIMPEHHSAM 1 NPOJOBXKEHHSIM paHille 3alpOINOHOBAHOTO
(dopmary 30epekeHHs XPOMOCOMHHUX AaHuX [4].

IcHye 24 Tunu XpomMocoMm — HyMepoBaHi Xxpomocomu 1-22 Ta crateBi xpomocomu X, Y. [yist 300paxkeHHs
KIJTBKOCTI THIIIB XpOMOCOM, B HOAANBIINX BHpa3ax Oyae Bukopuctano N = 24. JI718 KOXHOTO THUIy XpPOMOCOMH
1 € N icHye imeorpaMa, a TOYHIIIE JeKilbKa ieorpaM il Pi3HUX PO3MIpIB XPOMOCOMH Ta PO3MOALTEHUX
3naTHOCTEe!. ToOTO ANt N THITIB XpOMOCOM, iCHY€ Taka MHOXHHA [y:

Iy = (g e 1yses U 1)} (1)

Jle KOXHHM eJIeMEeHTOM MHOXUHH Iy € koptex (i, ... [z), IO TpPEACTaBIsE IEpeNiKk z imeorpam
xpoMocoMu 7. TakuM YMHOM, BUXiIHa HeBIi3HaHa Xxpomocoma Chu, Moxe OyTH ineHTH(IKOBaHA K XpOMOCOMaA
Chy, sixio BinOyaerbes ycmimHe nopiBHsHHS Chuy Ta Ir. B pamkax nopajipiioi po3poOKH MaTeMaTHYHOT MOJei
pO3Ii3HaBaHHS XPOMOCOMHHUX aHOMajlii, KOpTeX imeorpaMm [y Moxke OyTH INEpeTBOPEHO B KOPTEX (QYHKIIH-
Npe/IMKaTiB, SKi NPUAMaTUMYTh HEBMi3HAHY XpoMmocoMmy Chu, B SIKOCTI apryMeHTa, Ta MOBEPTATHUMYTh frue NpU
CHIBNa/IiHHI iZIE0OrpaMK 3 XPOMOCOMOIO.

KoxHa ineorpama Iy, (1 <= a <= z) ckiiaiaerbcs 3 Habopy cerMeHTiB (OeH[IB) 1 Moxe OyTH omucaHa K
HarpaBjeHa MHOXKHHA:

Iea = {ISEG,4y,ISEG,g3, ... ISEG, 4, ) )

e xoxen cermeHT ineorpamu ISEGyay (I <= b <= y) MOXKHa BUPA3UTH SIK:

C.J:a!: € {0! 1}
ISEGJ,‘Q!J = anb (3)
ER'R.J.‘IJIJ
3 BIaCTUBOCTSIMH:
. xomip €, € {0, 1}, ne 0 o3Hauae yopHuUii Koxip, a 1 o3Ha4ae Ginuil Komip;
. JIOBXXHMHA Ly,» CETMEHTY XpOMOCOMU;
. JormyctuMa 1oxubka FERR.,, — MOXJIHMBA DI3HHI MK JOBKHHOIO CErMEHTY iJeorpaMu Ta

CErMEHTY XPOMOCOMH;
BumeBkazani Bupa3u onucyoTh iH(OJIOTIYHY MoJeNb (akTopiB ineHTH)IKAIIT Ul 340pPOBHX XPOMOCOM.
Maroun HeposmizHaHy xpomocoMmy Chu, Ta ineorpamy I, MOMIJIHBO HPOBECTH IXHE IOPIBHSHHS CErMEHT 3a
CErMEHTOM 1 3HaWTH MTOBHY CXOXIcTh 200 i1 BiACyTHICTS.
Heposmiznany xpomocomy Chu, MOXHa OIHCaTH MOMIOHO JO imeorpaMu, TOOTO SIK IIOCIHIJOBHICTH
cerMeHTiB. BinMiHHICTIO Bij imeorpamu € Te, mo cermeHtd SEG,, xpomocomu Chu, HE MICTATh BJIACTHBOCTI
«nonmyctumoi moxubkm» ERR. Takum unHoM, Chu, onMcaHa sk HarpaBjieHa MHOXKHHA:
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Chu, = {SEG,,, ...,SEG,,] @)
e SEG MokHa BHpa3UTH fK:
Cc., €{01
SEG,, = |Cw €0 T 6
a Ly

He C,, e Komip CerMeHTy XpOMOCOMH, a Ly, — po3Mip cerMeHTy XpoMocoMmHu. JlaHi KpuTepii onucyroThes
o 1i0HO 110 Cyyy Ta Lyqy BIATIOBIAHO.

Inentndikanis XpoMocoMH BiOyBaeThCS HIISIXOM NOPIBHSAHHA 00’€kTiB Chuy 1a Iy, a came — iXHIX
CerMEHTIB. ¥ KOXXHOTO CErMEHTY HOpiBHIOEThCS Koiip C, Ta poBkuHa L. OCKUIBKM XPOMOCOMH € JHHAMiYHHMH
BUXIIHAMHM JaHUMH, B IXHIX BHMIpax JOIyCKaeTbcs IeBHa moXuOKa. Jlns ypaxyBaHHS 1€l MOXHOKH
BUKOPHCTOBY€EThCS 3Ha4eHHst ERR. Slkimio HeineHTHdikoBana xpomocoma Chiu, IOBHICTIO CHIBIIAAAE 3 11€0TPaMOI0
L, TOOTO BCi cermMeHTH Xpomocomu SEGy, CHIBIIafaloTh 3 cerMeHTaMu ineorpamu ISEGyw, TO XpoMocoma
BBaKA€ETHCS 1IEHTH()IKOBAHOIO K XpOMOcoMa X, e X € N.

Takox mpeamerHa o00JacTh JOMYCKAaE HEMOBHY CXOXICTh HeigeHTHU(ikoBaHOT Xxpomocomu Chuy Ta
ineorpamu Iy, lle O3Ha4ae HAsABHICTH CTPYKTYPHHX aHOMAIii B XpOMOCOMi. XPOMOCOMOIO 31 CTPYKTYPHOIO
aHOMAJI€I0 HAa3MBAIOTh XPOMOCOMY, SIKa Ma€ CTPYKTYPY BIAMIHHY Bifi €TaJOHHOI. MHOXHHY THITIIB MOMJIHUBHX
CTPYKTYPHHX aHOMAiif MOYKHA TIPEICTaBUTH IK MHOXKUHY SET:

SET = {DEL ADD,DUP,INV} (6)

Jle KOXKEH eJIeMEHT MHOKHHH TPECTABIISIE IEBHY CTPYKTYpHY aHOMAJIIO:

- DEL — nenertist, TOOTO BiICYTHICTh IEBHUX CETMEHTIB XPOMOCOMHU;

- ADD — nonaBaHHs HOBUX CETMEHTIB XpOMOCOMH. SIKIIO y OJHI€T XpPOMOCOMH € J0/IaHi CeTMEHTH,
a y iHmoi Taki cami cermMeHTH BiacyTHI (DEL) — ne € mpuBOJOM AJIsl MiJO3PH HA TPAHCIIOKALII — MEPEHECeHHs
JUISTHKH 3 XpoMOcoMH A Ha XpoMocomy b;

- DUP — nynnikauis. [ToBTOpeHHsI CErMEHTIB KiJIbKa pa3is;

- INV — inBepcis. BignsepkaneHHs CerMeHTIB

TakuMm 9UHOM, OAMHUINO BHHAWIEHOI cTpykTypHOi aHoMamii STRUCTERR XpoMOCOMH MOXKHA BHUPa3HTH
SK:

set € SET
STRUCTERR = { (7
(SEGnn: "'J‘S-EGI’TJ])
e set — tun BimHaiimeHOi XpomocomHOi aHomaiii, a SEG,, — SEG,, — TOCIiJ0BHICTh CETMEHTIB
XpOMOCOMH 3 iHIeKcamu ¢, a+1,...b-1, b.
KinneBoro cyTHicTIO iH(ONOTIYHOI Mojedi, o imeHTH(]IKYe XpOMOCOMY Ta BH3HAYa€ HasBHI B Hii
aHoMaJtii, € posmizHaHa XxpomocoMma Ch:

neEN
Ch, = (SEG,y,.... SEG,,) (8)
(STRUCTERR,;, ..., STRUCTERR,,.)

[lo Mae HACTYITHI BIACTHBOCTI:

- Turn XpoMoCcoMH 7, 10 HAIEKUTH JI0 MHOXKHHH JIOITYCTUMUX 3Ha4eHb N,

- Koprex cermentis SEG;

- Koprex inentudikoBanux ctpykrypaux aHoManit STRUCTERR,;

3 ypaxyBaHHSM aHOMaJii, Tpouec iACHTHU]IKAIl XPOMOCOMH BHITISJA€ HACTYIMHHM YHHOM: MpHU
MOpiBHAHHI HeBMi3HaHOI xpomocoMu Chuy 3 igeorpamoro I, CHIBCTaBISIIOTBCA CETMEHTH XxpomocoMmu SEG,, Ta
ineorpamu ISEGyqy. [Ipn HenoBHilt cymicHocTi Chuy Ta I, 3HaX0UThCS HAlOLIbII cxoska /.. Pizaung A mix Chu, Ta
I (to6t0 cermentu SEG Tta ISEG, mo He NPOWIUIM TOPIBHSHHS) IO3HAYAETHCS SIK CTPYKTYpHa aHOMAis
STRUCTERR. B STRUCTERR 3anmcyeThcsi KOpTexk cerMeHTiB SEG Ta THI aHOMAmil sef. 3BexKeHY iepapxiro
(axTopiB U1 aHATI3Y O/HIET XPOMOCOMH HaBEJEHO Ha pHC. 3:
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HepoanizHasa xpomocoma Chu,

MopiBHDETLCA 3:

MHOUHA ineorpam [y

CermeHT ISEGygy

| Konip Cxay € {0, 1} |

C;E‘EHT C;EE?HT Ineorpamu ly, W0 NPEACTABNAKITL
X1 XY i
—_" — > iAEANEHY XPOMOCOMY X
c SEG lneorpama iy, lneorpama iy,
ATMGHT O[3y MopIBHIOETLCA 3!
‘ DoxkuHa Ly, I / —
Ll Ll R J|’| lneorpama lyg
1 | CermeHT CermeHT
(0 - YoOpHWEA Konip ISEG ISEGygy
CEMMEHTY /
1 - BinWiA Konip .u"
CErMEHTY

» | [loBKUHA Lygy |
DonycTuma noxubka floexuHa
g NOPIBHIOETLCA
3 ypaxyBaHHAM MoXuGKKM
_____________________________________________________________________________________________________ i
PeayneTar
NOpIBHAHHA
FPoaniaHaHa xpomocoma Chn

Tun xpomMocomu ne N

Puc. 3. 3penena iepapxis ¢axropis

CermeHT CermeHT

CTpyKTYDHA aHoMania CTpyKTYpHA aHomMania

STRUCTERRR; STRUCTERR,
/
CTpyxTypHa adomanin STRUCTERR,
" SET =
Twn aHomanii set e SET {DEL,ADD,DUPINV}

MocTpaxnanm9ii MocTpaxnanyi
CErMeHT SEGnb CermeHT SEGna

Iepapxis paxropis, onmcana B (1-8), sroptaerbes 10 06’ ektiB Chy. ToOTO, Matoun 300pakKeHHS KapiorpaMu
mamieHTa 3 N Bi3yanpHEMH oOpa3aMH XpOMOCOM, iH(OJOTiYHa MOAETh (aKTOpiB, MOKA3HWKIB Ta O3HAK JUIA

inmeHTUdIKaIil XPOMOCOMHUX 3aXBOPIOBHb po3risimatume MHOXuny Chy = {Chy, ..

3HA4YCHH.

Ch,} B KOCTi BUXiIHOTO

PineHHs npo HasIBHICTH XPOMOCOMHHUX 3aXBOPIOBaHb Ha OCHOBI 00°€kTiB Chy npHiiMaeThCs 3a (haKTopamHy,

BKa3aHMMU B Ta0umni 1:
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Tabmurs 1.
Y3arajbHeHa Ta0Juns GpakTopiB 1iarHOCTYBaHHS XPOMOCOMHHUX 3aXBOPIOBAHB
Y3araabHeHnii paxkTop YacTkoBuii pakTop ®Di3uyHa CYTHICTH
Ay Agi KinpkicTh XxpoMocoM Nel
Ay Kinbkicth XpoMocom Ne2
Agn Kinbkicth XpoMocom Nen
A Agr Agiper Howmepu cermenTiB xpomocom Nel, Ha sIKHX
3adikcoBaHa Jiesenis
Ag14pD HomMep# [01aTKOBHX CErMEHTiB XpoMocom Nel
Agiser Homepu nonatkoBux cerMeHTiB xpomocoM Nel, Ha
SKHX 3a(iKcoBaHa CTPYKTypHa aHoMais set € SET
(2.6)
A:n
Agpser Homepu 101aTKOBHX CerMEHTiB XpoMocoM Nen, Ha
sIKuX 3aikcoBaHa CTPYyKTypHa aHoMmaist set € SET
(2.6)

V3araneHeHi (Qakrtopu A, Ta As € arperamisMu BCiX KpHTEpiiB, sKi MOXyTb Oyt BuHaiineHi B Chy Ta
BUKOPHCTaHI JuIs iieHTHIKaIi] XpPOMOCOMHHX 3aXBOPIOBAHb.
dakrtop Agr, TOOTO KUTBKICTH XPOMOCOM OJTHOTO THITY X, BU3HAUAETHCS 32 BUPA30M:

Ay = |[Chy|Ch_,, —n=xl}| )

Jnst po3paxyHKy dakropy A, xpomocomu Nel, HEoOOXiIHO BHpaxyBaTH KiIbKICTE XxpomocoM Nel, ToOTO
BCiX 00’€kTiB Chy, y IKUX BIACTUBICTB 71 TOpIBHIOBAaTHME 1.
Takum unHOM, (akTop A, BUPAKAETHCS SK:

Ag = [{Chy|Chy » n =1}
qu Aq.::=|{ChJ-‘|Chy_’n=x}| (10)

Agy = [{Chy|Ch, - n = N}|

DakTop Agser, TOOTO HASBHICTH Y XPOMOCOMH X CTPyKTypHOi aHoMmaiii set € SET, Bu3Ha4aeThcs 3a
BHPA30M:

4 Ch, — STRUCTERR, — (SEGyq, ..., SEG,y) .
sx¢t | |(Ch, = n = x)A(Ch, = STRUCTERR, — set = set) (1

Tob6T10, PakTop Agxser BAPAKAETHCSI HASBHICTIO Y XPOMOCOMH X CTPYKTYPHOI aHOMallii sef, i CerMEHTaMu
SEG XpoMOCOMH X, IO 3a[isHI B JaHi aHOMAJTi.

His po3paxyHKy GaxTopy Asiper, po3rismaeTbest 00’ekt Ch; ta woro BractuBicte STRUCTERR. Sxmio
cepen 3HaueHb STRUCTERRy € 3nauenns STRUCTERR, mo 3agoBonbHsie yMoBy STRUCTERR, — set = DEL, 1o
sHadeHHM (aktopy Asiper € STRUCTERR,. — (SEG,,, ..., SEG,3), TOOTO CETMEHTH XPOMOCOMH, SIKi € BiICYTHIMH.

Takum uynHOM, (hakTOp A BUPAXKAETHCA SK:

AsipeL =
{ Chy, — STRUCTERR, - (SEG,,,...,SEG,;) }

|(Ch, = n = 1)A(Ch, — STRUCTERR, — set = DEL)

As14pp =
A= { Chy, — STRUCTERR, - (SEG,,,...,SEG,;) }

(12)
|(Ch, —» n = 1)A(Ch,, — STRUCTERR, - set = ADD)

Asnser =
Chy, — STRUCTERR, - (SEG,,,...,SEG,;)
|(Ch, —»n = N)A(Ch, — STRUCTERR, — set = set)
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Jis BU3HAYCHHS XPOMOCOMHHX 3aXBOpIOBaHb 3a maHmMu Chy Ta kputepismu A, ta A, HeoOXimHa
copmoBaHa 6aza 3HaHb BZ. SIKIo nmpeacTaBUTH BZ SIK TeHI-Ta0IUII0, TO «KIIOYaMU» 3aruciB Oyna 6 CyKyImHICTh
BUHANICHUX aHOMaJIiil MalieHTa, a «3Ha4eHHsAMY - JICKCHUYHE PIillIeHHs, 0 CTAHOBUTD 1ICHTUYHICTh 3aXBOPIOBAHHSI.
BZ mae OyTH 3alI0BHEHa OIEpaTOpOM Iepe]l 3aCTOCYBaHHIM AaHOTO PillICHHS.

3 Touku 30py iHdosoriuHo1 MoieNni, BZ MOKHA BU3HAYHUTH SIK MHOXKUHY

BZ = {(A,.DIAG,), ..} (13)

Jle eeMeHTOM MHOXKHUHH € KOPTEXK 13 IBOX 3HAYCHB:

- TloB'a3ani 3 3aXBOPIOBAHHAM aHoManil 4, € [:Aq U As). Ax CIYIye «KIIOYEM», 3a AKAM
PO3Mi3HAHI aHOMAJTii CIIBCTABJISIFOTHCS 3 A1arHO30M;

- JlekcuuHe mpeacTaBieHHs Mean4HOTO AiarHo3y DIAGY;

IIpuknanom enemMeHTy MHOKUHU BZ MOe CIIyTyBaTU:

(4, = A,y = 3,Cungpom JayHa) € BZ (14)

3rinno 3 (14), XpoMocOMHE 3aXBOpIOBaHHs Imia Ha3Bow «Cuuapom JlayHay MOXHA AiarHOCTYBATH,
BUSIBUBLIM B Ha 300pakeHi Kapiorpamu nauienra tpu xpomocomu No21.

BucHOBKH 3 1aHOT0 A0CTiKEeHHS i MepcneKTHBH NOJAJBUINX PO3BiIOK Y JaHOMY Hanpsimi

B pamkax nanoi pobotm Oyna omucana iHdoioriyHa mopens (axkTopiB, NOKa3HHKIB Ta O3HAK, IO
XapaKTepU3yIOTh XPOMOCOMHI MATOJIOTIT 32 pe3ybTaTaMu aHallizy 300pakeHb KapiorpaM marieHTa.

3ampornoHoBaHa 1H(OJOTiYHA MOJENH ONHCY€ TaKi CYTHOCTI sK: Heposmi3HaHi 00’ektu Chu,, IO
MiAIATal0Th KaTeropu3allii; eTagoHHI 00’€KTH [y, MO CIYTYIOTh B3ipIeM MpH KaTeTOPH3alii; po3mi3HaHi 00’ €KTH
Chy, mo MicTATh iH(OpPMAIIIO PO PEe3yIbTAT KaTeTOPU3aIlil Ta BHHAIICHI BIIXWICHHS BiJ €TaNoHY; 00’€KT 0azn
3HaHb BZ, sika MOXe OyTH BUKOpPHCTaHa Il (OPMYBaHHS JIGKCHYHOTO BHpa3y, IO XapaKTepPH3ye pe3ysbTar
kareropm3arii. TakuMm uwHOM, iH}OJNOTIYHA MOAens (aKTOpiB, MOKA3HMKIB Ta O3HAK, MO XapaKTepU3yIOTh
XPOMOCOMHI TaTOJIOTIi 32 pe3yJbTaTaMK aHalizy 300pakeHb KapiorpaM Halli€HTa OMUCYE CHUIbHUN (hopMaT JaHUX
Juist 00’ €KTIB, IO MiJJISTAIOTh PO3IMi3HABAHHIO Ta €TAJIOHHUX 00’€KTIB, 110 BUKOPUCTOBYIOTHCS IIPU PO3Mi3HABAHHI,
a Takox (opmar 30epekKCHHs PO3Mi3HAHUX 00 €KTIB Ta BIAMIHHOCTI BiJl €TAJOHIB, MO3BOJSIOYMA BUKOPHUCTAHHS
iepapxii JIOTIYHUX O3HAK Ta MEXaHI3My 0araTOKpHUTEepiaIbHOTO MPUHHATTS pillleHb 3aMiCTh TPAAMLIIHOTO MiIXO0ILy
Yyepe3 BUIIyUYCHHS CTATUCTUYHUX O3HAK 1 3aCTOCYBAaHHSI IITyYHUX HEHPOHHUX MEPEK.
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