


IIananH:

1.KAiHIKO-reHeaAOTiYHHH MEeTOn
2.AabopaTOpHi MeAHKO-T€EHETHYHIi MeTOoH




€ TOAOBHHM BaiKeAe€eM Y
MEAHYHIiH reHeTHUi. BiabmicTes AiarHo3iB cIIaZAKOBOi IAaTOAOrII MOKHA
BCTAHOBHTH CaMe 3a AOIIOMOIOIO IIBOr'O MeToAy aHaAildy. BiH BHMarae
IIOBHOTO Ta YBaXXHOI'o OOCTEXEHHSI XBOPOro, IiAeCIPSAMOBAaHOIO
30HpaHHA aHaMHe3y (Ipo penpoAyKuUiHHYy (GYHKILiI0O Ta HasABHICTB
AHAAOTIYHHX YypaxKeHb CEepeln dYAEHIB SAEPHOL POAHHH Ta pHaAAY
IMMOKOAIHE 3a MATEPHHCBKOIO H OaTBKIiBCBKOIO AiHiIMH), a TaKOX
KAIHIiYHOro 00CTeX€EeHHSI Ta iHTEepB'IOBaHHA YCiX MOXXAHBHX A IIBOTO
poaudiB npobanzaa.

PomoBia Mae OyTH BHBYEHHM 3a BEPTHKAAAIO (Bia IIOKOAIHHA 4O
IIOKOAIHHSI) Ta 3a TOPH3O0HTAAAIO (B Me3KaX OKPEMHX IIOKOAIHBE).




|

,J-

3/10pOBa KiHKa

3JIOPOBHH YOIIOBIK

npodana

uuTKd

KPOBHOCHOPLIHeHHIT HLTIO0

MOBTOPHHIT HLUTIO6

CTATH HEBiIOMA

abopT MeaHMUHMIT

BHKHICHb

MO3alUIHOOHUH 3B 930K

cuben

MOHOZHIOTHI OJIM3HIOKH

JH3HUTOTHI OJIH3HIOKH

nomepni

OesnniaHui nutod

OesnigHa,
DesrmiaHui

XBOpi

KiHKa-reTepo3uroTa 3a pe-
HNECHBHHM 3YCIIJICHHM
3 X-XpOMOCOMOIO I'eHOM

YOJIOBIK TA KIHKA reTepo3u-
roTH 3a aBTOCOMHO-peLe-
CHBHHM TI'€HOM




AA—F—AA

AA———— aa
L O O
| 5 6
| I | I
Aa Aa Aa AA AA AA
u ) O O
1 2 y | 8 9 10
| I I P |
AA AA AA AA AA AA
abo abo abo abo abo abo
Aa Aa Aa Aa Aa Aa
] O O
| 2 7 8 9 10




Ha OCHOBIi MeAHYHOro BHCHOBKY BHMAaAbBOBYeThCA ¢eHOTHN Ipobanma  3a
OCOOAHBOIO CXEMOIO, IO BiZApi3HSAETHBCA BiA 3anmuciB B icTOopil XBOpoOH, 3poOAeHHX
AilKapaMH He TreHeTHkaMH. Onuc (PeHOTHIY NOYHHAETHCA 3 OIIHKH IOBEAiHKH,
diznuHOro pPo3BHTKY (3picT, mMaca TiAa), KOHTAKTHOCTi XBOpPOro, HoOro ICHXIiYHOro
CTaHy Ta PO3yMOBOI'O PO3BHTKY 3aA€3KHO Bia BiKy. [daai Aikap mMae 3BEepHYTH yBary Ta
BiZAMITHTH OCOOAHBOCTI 30BHIIIHOCTI mMpobGaHza: ¢popma uepema, picT BOAOCCS, HOTO
CTPYKTypa i po3miimieHHsa; ¢opmMa Ta po3TallyBaHHS BYIIHHX PaKOBHH (HAaCidiKH Ha
MOYIli Byxa), OpiB, OYHHX LIIAMH Ta BiZACTaHb MiX HHMH.

Tpeba onmucatu ¢dopmy Aoba, Hoca, poTOBOI LIIAMHH, r'y0iB, A3HKa, HHXXHBOI Ta
BEpPXHBOI ILIEAEN; HAaABHICTH, KiABKICTB, ocobAuBocTi popmu i pocty 3yOiB; TBepae
ninHeOiHHA, mIiAMHH ryOH Ta (uH) miaHeOimHa; dopmy Ta po3mipH IuHi, rpyAHOI
KAITKH, XpebTa. HeoOXimHO TaKOX AEeTaABHO OOCTEXHTH BEepPXHi Ta HHXHiI KiHIIBKH,
onucaTH ix dopmy, KiABKicTHP mnaAbliB, aepmartorAidiunHi ocobGAHBOCTiI (pHCYHKH)
AOAOHEH Ta IiAoIlB, MO3HILil JOAOHEH, IIiAOIIB.







Tomy yBara Aikapsa NPpHAIASETHCA CTAaHY MIKipH: BiamMmidaeThcs Ii
€AACTHYHICTH (YH HABIIaKH), PIiCT BOAOCCSI, BOAOTICTBH, IIirMeHTAalis,
HasIBHICTHh AaTHIOBHX CKAAAOK, BHCHIIAHHSA.

MoOiKAHBIiCTh BCTAHOBHTH TOYHHH ZAiarfHo3 BEAHKOIO0 Mipolxo
3aA€XHTBh BiZl TOro, HAaCKIABKH IIOBHO BHSBA€HI MiKpoaHOMaAaAii
PO3BHTKY, Ha SIKi Aikapi 3a3BHYaH He 3BEpPTaIOTh HAAEKHOI YBarH.

JdocAinikeHHT cCcTaHy BHYTPIlIHIX opraHiB TpaaHULiHHHMH
MeTOZaMH IMaAbIIallil, IIEPKYCil Ta ayCKyAbTallili 3aBEePIIYIOTHh KAIHIYHE
oOcTrexxeHHaA mnpobGaHzma. 3 aHaMHe3y NPHHIHIIOBOIO 3HAaYeHHA
HaOyBaIOTh BiZIOMOCTi IIpO Iepedir BariTHOCTi, CTPOK IIOAOTiB, Maca
TAa 3picT AMTHHH INIOPH HAPOAKEHHi, aKyIlIepChKO-FiHEKOAOTiYHHH
aHaMHe3 mMaTepi Ta POAHHH.




OnuTyBaHHA i KAiHiYHe 0OCTexXxeHHsI AKomMora O0iAbIIOI KiABKOCTI
poAHYiB IpobaHAa Ma€e Ha METi BHSIBACHHSI HOCIiB IIaTOAOTrIYHHX reHiB fIK
pelleCHBHHX, TaK i AOMiHaHTHHX, BTIM i 34enAeHHX 3i cTaTTIO. PellecHBHIi
aAeAl KAIHIYHO NPOABAAIOTECA TIABKH B TIOMO3HI'OTHOMY CTaHi (Mae
3HAYEeHHS CIOpPiAHEHicTh OaThKiB), ZAOMiHAHTHi — SIK B TOMO3HIOTHOMY,
TaK i B reTrepo3uroTHOMy Habopi.

Pazom 3 THM HafBHICTE Ta CTYINiIHbR BHPaA3HOCTI KAIHIYHOI
CHMIITOMATHKH 3aA€XHTH BiZl INEHETPAHTHOCTLI Ta EXKCIPECHBHOCTI
IIEBHOT'O I'€Ha.

— yacToTa ab0 HMOBIpHIiCTE HNpPOSABY OyAb-1KOTrO
AOMIHAHTHOI'O reHa, BOHA IMO3HAYAETHCHA IIPOIUEHTHHM BiAHOIIECHHAM
KiABKOCTi 0Ci0, Yy AKHX reH IIpOosABASI€ThCHA y (beHOTHIIi, 40O BCiX HOCIiB
IILOr'O I'eHa.

— cTyniab GEeHOTHIIOBOro INPOABYy I'eHa, Mipa CHAH
IreHa, 110 BH3HAYAETHCSA CTYIIEHEM PO3BHTKY O3HAKH.




Y MeAH4YHIH TreHETHII TepPMiH «€eKCIPECHBHIiCTh» BHKOPHCTOBYETHCS
CTOCOBHO IIOBHOTH BHABA€HHS CHHZAPOMY, a HE TiABKH II€BHOI'O CHMIITOMY,
00 camMe CHHApPOM, a HEe CHMIITOM € HacAiZKOoM oaHiel Myranii (nDpH
MEHAEAIOIOYHX XBOpoOax). YacTO €KCIPECHBHICTH MOHOI€HHOI'O CHHAPOMY
3aA€XHTHh Bia crari mnpobanza. Pe3yAbTaToOM KAiHiKO-reHeaAOridHOro
oOCTeXXeHHI POAHHH € 3anuc (PpeHOTHIIY, POAOBiA, BH3HAYEHHSA THILY
ycnaaKyBaHHS IIaTOAOrii Ta mnomepeaHin aiarsHos. Ilinx wac craazaHHSA
poaoBoAny BHKOPHCTOBYIOTHCS rpadiuHi CHMBOAH. Y  pomoBoxi
(reHeaAoriyHOMy ZepeBi) IOKOAIHHSI ITO3HAYAIOTHCS PHMCBKHMH IHbpamu,
MOYHHAIOYH 3 IIOKOAIiHHA mpobaHza (0), a KoOXHaA AIOOAHHA B OIZHOMY
IIOKOAiIiHHiI — apaGCchRHMH mHubpaMH.

Ocoba (mpobanz), IO 3BEPHyAaca OO0 Aikapsa, BiaMidaeThCA CTPiAKOXO.
TakuM 4YHHOM, KOXXHa O0cCo0a 3 0oOCTelKeHOI POAHMHH MAa€ CBiH HOMep, ILIO
BiZOuBae HOro micie y poaoBoAi.




[licAda BcTaHOBAEHHA Ha | erami momepemgHbOTO MOiarHO3y (Ha OCHOBI KAIHIKO-
reHEeaAOTI9YHOIr0 aHaaily) HeoOXiAHO IMPOBEeCTU audepeHIliioBaHy MiarHOCTUKY 3
MMOAIOHUMH 3a KAIHIKOIO CHHAPOMAaMM, F€HOKOINiIMHU Ta (PEHOKOITIIMH IIi€l ImaToAorii, 3
METOI0 BepudiKamii miarHo3ly. I[lpyd »DBOMY IHHPOKO 3aCTOCOBYIOTBCS KOHCYABTALIl
BIAITOBIMHUX CIIEIliaAiCTiB: odTaAbMOAOTa, HEBpPOIIATOAOTra, IICHXiaTpa, KapAaioAora,
opToIlea Ta 1HIINX, CKAAL 9KHUX BU3HAYAETHECI B KOXKHOMY OKPEMOMY BHUIIQAKY. TakKoOMY
npobaH--Iy Ta dYA€HaM pPOAUHH I[IPU3HAYAKOTHBCS AaboOpaToOpHI Ta alapaTypHi
JOOCAIIPKEHHS: peHTreHorpadisa uYeperna, KiHIIBOK, XpebTa (BCTaHOBAEHHS KICTKOBOIO
BiKy, BUSSBA€EHHS aHOMAaAil), YABTPa3BYKOBE MOCAIIKEHHS, 3araabHi aHaAi3u KPOBI 1 cedi,
dyHKIIIOHaABHE Ta AabopaTopHE OOCTEXKEHHS CEepPIlIEBO-CYAHWHHOI, TpaBHOI, AHUXaAABHOI,
iIMyHHO1, €eHIOKPHUHHOI, CEY0-CTaTE€BOi Ta IIEHTPAAbHO-HEPBOBOI CHUCTEM. | 3HOBY K oOcsar
Ta KOMIIAEKC ITUX OOCTEXKEHb Y KOXKHOMY BUIIAIKY I'PYHTYETHCSI HAa KOHKPETHHX TiIIIoTe3ax
100 [AlarHo3y, HaA9dBHOCTI — BIACYTHOCTI 3MiH, III0 XapaKTEpPHlI OAd IMIiA03pPIOBAHOI
rnaToaorii. i mii ckaaayTh Il eTanm MeaUKO-T€eHETUYHOTO OOCTEXKEHHSI. Y NedKHX BUIIaIKax
BUPIIIIAABHUM MOXKE OYTH pe3yAbTaT aHaAi3y eHOIOKPUHHOTO CTaTyCy XBOPOTO, B iHIIIUX —
iIMyHHOT'O CTaQTyCy YH TiCTOAOTIYHOTO MOCAIIXKEeHHA O10TICIHHOTO MaTepiaay.




BCTaHOBHTH nAiarHo3 B POAHHAaX, IO paHillle MaAH BHIIAQAKH AHTSAYO1
CMEPTHOCTIL iCTOTHO AOIIOMOXXYTSH IIPOTOKOAH PO3THHY.

BiABIIICTE CIAAKOBHX CHHAPOMIB 3yCTpidaeThCHA B IOIYASLil Ayke piako
(1103 — 1x106), TomMy aAa BepHdikalii agiarHo3y CAin NIOpiBHIOBaATH
KOHKPETHHH BHIIAZOK, 3 OIHCAaHHMH B AiTeparypi (aTaacu, MoHorpadii,
KaTaAOTH, KOMII'IOTE€pPHi AiarHOCTHYHI IIporpamMH, HaImpHxaaza, «Possum»). Y
pas3i cmazxoBOl IIaTOAOTrilI TOYHICTE ZAiarHo3y BH3HA4Ya€ HEe TIiABKH TaKTHKY
AiKyBaHHSI XBOpPOro, IIPOTHO3 HOro XHTTS Ta IIepebiry xBopoOu, ase H
YCIIIIIHICTE MEAHKO-T€HETHYHOI0 KOHCYABTYBaHHSI AK XBoporo (bopmMmyBaHHSA
aZanTHBHOI'O CEpPeAOBHIIA, BHOip mnpodecii, NoAPYyxXHBOI IIapH, IPOrHO3
AiTOHAPOAIKEHHS), TaK i YA€HIB HOIrO POAHMHH — BYaCHe BHABACHHS ypaxkeHHX
iHAuUBiAyyMiB, IIpeHaTaAbHa MAlarHOCTHKA, IpodisrakTHYHE AiKyBaHHS,
NpeKOHIeNnuinHa npodisakTHKaA, CTYIIiHbF PH3HKY HAaPOAKEHHSI XBOPHX AiTeH.




BHIIEBHKAAZIEHE MOO3BOASIE 3pOOHTH BHCHOBOK: MHiarHOCTHKA
CIIAAKOBOI ITAaTOAOril, YCHIlIHICTE 11 AIKYyBaHHSI Ta IOIIEPEAKEHHS
3aA€XHTDh II€epeaAyciM BiZ KOMIIETEHTHOCTIi, OCBidYeHOCTI Aikap4,
BOAOAIHHSI TeHETHYHHM MHCAEHHAM 0iApmioro wmiporo, HIXXK Bin
HAsAIBHOCTi AOpOrol amapaTypH, pe€akKTHBIB, CI€lliaAi30BaHHX yCTaHOB
TOLIO.




oOCTelxXeHHI MalOTh
BHCOKY YYTAHBICTH, IO MAO03BOASI€E OAHO3HAYHO BH3HAYHTH AiarHo3,
XapakTep Ta AOKaAi3allilo CIaaAKoBOro aedekTy Ha piBHI NPOAYKTY I'€Ha,
MyTallii B reHi, XxpoMocoMi, reHOMi.

IIi ™MeTOAHM He3aMiHHI IIPH MACOBHX CKpPHHIHrax IIaToOAOrii,

NnpeHaTaABHIH iHBa3HBHIH AilarHOCTHILII, BHABAEHHI HOCisI IIaTOAOrIYHOrO
aAeAsl, BCTAaHOBAEHHI OaTBhKiBCTBa, AOKAIHIYHIH AiarHOCTHILI MaTOAOTII.
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BHKOPHCTOBYETBHCHA [HOA HOOCALAMKEHHS
KiABKOCTi Ta SKOCTI CTPYKTYpPH XpPOMOCOM, BHSABAEHHS XPOMOCOMHOI1
IIaTOAOTII, MoO3alllu3Mma, BCTaHOBAECHHS HOCIIB 30aAraHCOBaHOI1
XPOMOCOMHOL aHOMAaAii. [lo pi3HOBHAIB ILOI'0 METOAY BIAHOCHATH Pi3HI
crnoco6n audepeHuidnoBaHoro papoyBaHHSI XpPOMOCOM, 3 BHKOPHCTAHHAM
AIOMiHICIIEHTHHX Ta panioakTHBHHX MapKepiB, MOAEKYASIPHO
IIHTOT€HEeTHYHI MeToAH (riopuausanisa in situ, FISH-meToa To110).

3aBOAAKH 3aCTOCYBaHHIO ILIBOrO MeTOAYy BCe OiAbllle IIaTOAOTIH
PO3BHTKY AIOAHHH IIEPEMILIyETHCHA 3 KaTeropii He3HaHHX, CIIOPAAHYHHX
XBOPOO [0 rpynH XpOMOCOMHHX Ta YCIaAKOBaHHX.
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CKEepOBaHi Ha BHSABAEHHA cHemHbiuHHX
NPOAYKTIB IIOpyLIEeHOI PoOOOTH TreHiB — BIABHHX aMiHOKHCAOT, Aimiais,
rAixkomporTeiniB, ByraeBoaiB, pepMeHTIB Ta iX iHrioiTopiB, XHOHHX MeTabo0AiTiB
B KpPOBi, cedi, TKAaHHHaX Ta KAITHHaX OpraHismMy, aMHIOTHYHIiH piauHi, XOpioHi
TOLILO, a TAKOXK MiHEepaABHOIro AHcCOaAaHCY.

IIOAITAa€ y BHBYEHHI MAaAIOHKIB 3 rpebOinuis,
AiHIH Ta CRAaZOK IIKIpH Ha ZAOAOHSX Ta IIiAOIIBaX, a TAKOX Ha MOAOHEBHX
IIOBEPXHAX IaABILIB.

ITHM MeTOAOM MAOCKOHAAO BOAOIIIOTH HESIKi SCHOBHAILI, BilllyHH, IIHTaHH,
aAe IMOKH LIO0 BiH MaAO BiZOMHH AiKapsaMm.

Pa3om 3 THM oaZHO4YacHe (pOopMyBaHHSI PHCYHKIB Ha IIKipi BKa3aHHX YaCTHH
TiAa Ta PO3BHTOK MO3Ky B €MOpioHaABHOMY IIepiodi mae miZmcTaBH BBaiKaTH,
10 AepMaTorAipivyHHH MeToA Ma€ 3HaA4YHi IOTEeHUiHHiI MOXAHBOCTI, AKi Iue
YeKaIOTh Ha LIIHPOKE 3aCTOCYBAaHHS B MEAHYHIH NpaKTHIILI.




Cxesma axynyMETypHMX TONEK







3aCTOCOBYIOTHCSI NAS BUSIBAEHHS MPOAYKTIB MeTaboAizMy B
MaTeplaal Bl XBOPHUX IIIASIXOM PEECTpallli 34aTHOCTI A0 PO3MHOXKEHHS B IX IIPUCYTHOCTI
3aA€XKHHUX MIKPOOPraHi3MiB (AyKCOTpodiB), 9K Yy BUIIAAKY PEHIAKETOHYPIi.

IO3BOALIOTEH [IOCTABUTH [OlarHO3 HOCIHCTBA IIE€EBHOIO
areAro (B TOMY 4YHCAlI MyTaHTHOTIO) Ha piBHI KomoBoro aoMeHy B [IHK, HaBiTh 3a BiACyTHOCTI
IIPOAYKTY E€KCIIpeCii reHa, BUSHAYUTHU IOMO3UIOTHUM YU TFEeTE€PO3UTOTHUU CTaH OCTAaHHBOIO.
CyTTIO IIUX METOAIB € BUKOPUCTAHHH CIEIH(PIYHOCTI poboTHu PEPMEHTIB, IO PO3Pi3aroTh
HYKAETHOBI KHCAOTH, IIPHUHIHUILY KOMIIAEMEHTAPHOCTI HYKACOTHAHUX II0CAIZJOBHOCTEM Ta
BHUOIPKOBOTO PO3MHOIKEHHS (pemaikailid, amiaidikaillid) maBoAaHIOoroBux miadHoK J[IHK,
31aTHOCTi 3a0y10ByBaTU BiCYTHI MIAGHKHU IIMX CTPYKTYP B yMOBaxX MPoOOipKU, a HE KAITUHU
yu opra”izmy. Came Ha BKa3aHy TCpPYIly I[IOKAQNAIOTBCA CIOAIBAHHY 1040 BUPIILIEHHHA
IpobAeM IIpe€HaTaAbHOi, MOOIMIAQHTAIIIMHOI 1 HAaBITh IIPEKOHIIEMNIIINHOI AiarHOCTHUKH,
BCTAaHOBAEHHS O0aThbKiBCTBa abo ocobu 3a0umHIIA ToIo. Li crierudiuHi, yHiBepcaAbHI MEeTOIU
MOXYTh BHKOPHUCTOBYBATHCS B IIPAKTHIIl OXOPOHHU 3I0POB'd, 3a YMOBHU [OOCTATHBOI'O
diHaHCyBaHHA. €OUHUM HEJOAIKOM MOAEKYASIPHO-T€HETHYHUX METOMIB € T€, III0 BOHHU MOYyKe
JOPOTr0 KOIITYIOTh.




Y 1mapHHaxX TI€HEeTHKH AIOAHHH Ta MEAHYHOlI TI'€HEeTHKH
BHKOPHCTOBYIOTHCH TAaKOX IMNONYAsliHHi, BapialliHHO-CTATHCTH4YHI
METOOH, METOO AOCAiAKEeHbh Ha OAH3HIOKAaX, SIKi ZaIOTh MOXAHBICTB
BHBYATH POAB CIIAZAKOBOCTi Ta CEpPEAOBHINA Yy PO3BHTKY XBOPOOH,
PO3IOBCIOAIXEHHI CHAaAXKOBOI IIATOAOrilI Ta HOCIHCTBa IIATOAOTIiYMHHX
aAeAiB B KOHKpPETHIH IIONyAsllii, BCTaHOBAIOBATH 3HA4YEHHSA
cerperaminHOro BaHTaXXy i MyTalliHHOrO THCKY.
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