OCHOBH MEOHWUYHOI TEHETHKH

Aexkuia 8
Tema: MeToau MeIUYHOI T€eHETUKHU

ITaaH:
1. KaAlHIKO-TEHEQAOTIYHUH METO/
2. AabopaTopHi MeUKO-TEHETUIHI METOIHN

1. KAIHIKO-TEHEAAOTIYHUU METO/],

Kninixo-zeHeano2iuHuil memoo € TOAOBHUM BaxKEAEM Y
MeaAUYHIN reHeTHlll. BIABIITICTE AlarH031B CIIaAKOBOI ITATOAOTII MOKHA
BCTAaHOBUTH CaMe€ 3a JOIIOMOTOI0 IILOI'0 METOAY aHaAily. BiH Bumarae
IIOBHOTO Ta YyBayKHOTO OOCTEXKEHHS XBOPOTO, IiAECIIPSIMOBAHOIO
30UpaHHd aHaMHe3y ([P0 PEermpoayKILNHY (PYHKILI0O Ta HasBHICTh
AHAAOTITYHUX ypakKe€Hb CEPEN YAEHIB SOEPHOI POAUHHU Ta Ppamay
TIOKOAIHb 3a MAaTEPUHCHKOIO M 0OaThKIBCBKOIO AiHIIMH), a TaKOX
KAIHI9YHOTO 0OCTeXKeHHs Ta iIHTePB ' FOBaHHS YCiX MOXKAUBHUX JIAS ITHOTO
ponudiB mpobaHaa.

PonoBin Mmae 6yTH BUBUEHUM 3a BEPTUKAAAIO (BiJ] [TIOKOAIHHS 10
IIOKOAIHHS) Ta 3a TOPU3OHTAAAIO (B ME€XKaxX OKPEMHUX ITOKOAIHB).

Ha oCHOBI MeAUYHOIO BHCHOBKY BUMAaAbOBYETHCSI (DEHOTUII
npobaHga 3a 0COOAMBOIO CXEMOIO, 10 BiAPi3HAETHCS BiJ 3aIlUCiB B
icropii xBOpobOHU, 3pobAEHUX AlKapAMHU He TeHeTukKaMu. Omnwuc
deHOTHUILy TOUYUHAETHCS 3 OILIIHKHU ITOBEMIHKH, (PISUYHOI0 PO3BUTKY
(3picT, Maca Tiaa), KOHTaKTHOCT1 XBOPOIo, HOT0 IICUXIYHOTO CTaHy Ta
PO3YMOBOIO PO3BUTKY 3aA€XKHO Bif BiKy. [laal Alkap Mae 3BEPHYTH
yBary Ta BiIMIiTUTH OCOOAMBOCTI 30BHIIIHOCTI ITpobaHma: opma
yepera, PiCT BoAocCHd, MOro CTPyKTypa i po3milieHHs; dpopMa Ta
po3TalllyBaHHsI BYIIITHUX PAKOBUH (HACiYKM Ha MOUYII Byxa), OpiB.,
OYHUX IIIAMH Ta BIACTAHb MK HUMH.

Tpeba onucaru dopmMmy aobda, HOCa, POTOBOI IIHAUHH, T'y0, I3UKA,
HHUKHBOI Ta BEPXHBOI IIEAEINl; HasBHICTb, KIABKICTh, OCOOAHMBOCTI
dopmu i pocry 3y0iB; TBepae IimHeOGiHHS, ILAWHU Iybu Ta (4u)
nigHeOiHHs; opMy Ta PO3MipHU IIHUi, TPYMHOI KAITKH, XpebTa.
HeoOxigHO TaKOX AeTaAbHO OOCTEXXUTH BEPXHIi Ta HUXKHI KiHITIBKH,
onucaTu ix popMy, KiAbKICTB ITAaABIIB, AepMaToraididHi ocoOAMBOCTI
(pCYHKH) DOAOHEHN Ta MigOoIIB, IIO3UIIl JOAOHEM, ITiOIIB.

Came ToMy yBara Alkaps IIPUOIASETBCSI CTaHy IIKIPU:
BiAMI4aeThCd il €AQCTUYHICTD (UM HAaBIIAKH), PICT BOAOCCS, BOAOTICTb,
IIirMeHTallisd, HasgaBHICTh aTUIIOBHUX CKAQ/IOK, BUCHUIIAHHSI.
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MOKAMBICTH BCTAQHOBUTH TOYHHUM AdiarHO3 BEAUKOIO MIipOIO
3aA€XKUTH BiO TOrO, HACKIABKM II0BHO BHUYBAEHI MIKpPOaHOMaAi
PO3BUTKY, Ha 4Kl AlKapi 3a3BUYal He 3BEPTAIOTh HAAEXKHOI yBaru.

JloCcAiI>KEeHHST CTaHy BHYTPINIHIX OpraHiB TpagulliftHUMHA
METOAaMU MaAbllallii, IEPKYCii Ta ayCKyAbTallli 3aBepIIYIOTh KAIHIYHE
obcTexkeHHd IIpobaHma. 3 aHaMHe3y HIPUHIIUIIOBOTO 3HAYEHHS
HaOyBaIOTh BiOMOCTI ITpo Itepebir BariTHOCT, CTPOK IT0AOTIB, Maca Ta
3piCT MOWUTHHU [OPU HAPOMXKEHHI, aKyIIepPCbKO-TIHEKOAOTIYHUHN
aHaMHe€3 MaTepl Ta POAUHU.

OnuryBaHH4 i KAIHIiYHE 00CTeKeHHS SKoMora 6iAbII0i KiABKOCTI
POAUYIB ITpobaH1a Ma€ Ha MeTi BUSIBA€HHS HOCIIB TaTOAOTIYHUX I'eHIB
dK PEILIECUBHUX, TaK 1 JOMIHAHTHHUX, BTIM 1 34Y€IIA€HUX 31 CTaTTIO.
PeriecuBHI aneAl KAIHIYHO MPOSBAIIOTBECH TIABKU B IOMO3UTOTHOMY
cTaHi (Mae 3Ha4YeHHs CIIOPiAHEHICTh OaThKiB), JOMIiHAHTHI — SK B
FOMO3UTOTHOMY, TaK i B T€T€pO3UTOTHOMY Habopi.

PazoMm 3 THM HagBHICTHP Ta CTYHIHb BUPA3HOCTI KAIHIYHOI
CHUMIITOMATHKH 3aA€XKHUTH BiJ INMEHETPAHTHOCTI Ta €KCIIPECHBHOCTI
IIEBHOIO I'eHa.

ITenempanmuicms— yacToTa abo HMOBIpHICTH ITPOABY Oy Ib-
dAKOT0 [OMIHAHTHOIO TI€Ha, BOHA II03HAYAEThCd MIPOLIEHTHUM
BiJHOIIIEHHSIM KiABKOCTi 0Ci0, ¥ IKMX I'€H IIPOIBASIETHCH Y (PEHOTHUIII,
JI0 BCIX HOCIiB IILOTO r'eHa.

ErxcnpecueHicmsb—CTyIiHb (DEHOTHUIIOBOTO HIPOSABY I'eHa, Mipa
CHAM T'€Ha, 1110 BU3HAYAETHCSI CTYIIEHEM PO3BUTKY O3HAKU.

Yy MEOUYHINA TeHEeTHUIU TepMiH «EKCITPECUBHICTH»
BUKOPHUCTOBYETHCSI CTOCOBHO IIOBHOTH BUSIBA€HHSI CHHIPOMY, a HE
TIABKU TIEBHOTO CHUMIITOMYy, 00 camMe CHUHAPOM, a HE€ CUMIITOM €
HaCAIIKOM OMHi€l MyTallil (IpH MeHOeAYux xBopobax). Hacro
€KCIIPECHUBHICTh MOHOI€HHOI'O CHHIAPOMY 3aA€XUTh Big crarti
nnpobaHaa. PesyabTaToM KAIHIKO-T€HEAaAOTITHOT0O OOCTEKEeHHS POIUHI
€ 3amnuc (QEeHOTHUILy, POAOBiA, BU3HAUEHHd THUIY YyCHaAKyBaHHS
IaToAOrli Ta momnepenHiit mpiarHo3. Ilim gac ckaagaHHA POOOBOLY
BUKOPHUCTOBYIOTECS I'padidyHi CUMBOAHU. Y POAOBO/I1 (T€HEAAOTIYHOMY
JEPEBiI) TIOKOAIHHA  II03HAYAIOThCSI PUMCBKUMU  LIHUdpaMHU,
IIOYMHAIOYH 3 IOKOAIHHS nTpobaHaa (0), a KoskHa AIOAMHA B OTHOMY
TIOKOAIHHI — apabCbKUMU ITU(PpaMHU.

Ocoba (mpobanm), IO 3BepHyAacsd A0 AiKapsl, BiaMidaeTbcd
cTpiakoro. TakuM YHMHOM, KOXKHa ocoba 3 obCTekeHOi POIUHHU Mae
CBilf HOMep, 110 BinbuBa€e Horo Miclie y poa0BO/Ii.

Ilicas BcTaHOBAEHHS Ha | erari momepemHBOTO AiarHO3y (Ha
OCHOBi KAIHIKO-T€EHEAAOTiYHOIO aHaaildy) HeoOXiAZHO IIPOBECTHU
audepeHIifioBady OiarHOCTHUKY 3 IIOHiIOHMMHM 3a  KAIHIKOO
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CUHAPOMAaMH, T€EHOKOIIIIMU Ta (PEHOKOITIIMH ITi€i ITaTOAOTIi, 3 METO0
Bepudikarii giarHody. Ilpu 1bOMy HIIMPOKO 3aCTOCOBYIOTHCH
KOHCYABTALIii BiAIIOBIAHUX CITIEI[1aAICTIB: opTaAbMOAOT],
HEBPOIIATOAOTa, IICUXiaTpa, KapAloAora, OpTOoIleAa Ta IHIINUX, CKAAL,
AKUX BHU3HAYAETHCA B KOXHOMY OKPEMOMY BUIAAKy. TakoMmy
npobaHay Ta YA€HaM POAMHU IIpU3HAYaIOThCca AabopaTopHi Ta
arrapaTypHi JOCAIIKEeHHST: peHTreHorpadis yeperia, KiHI[iBOK, Xpebra
(BCTaHOBAEHHS  KICTKOBOIO  BIKY, BHUABACHHA  aHOMaail),
VABTPa3BYKOBE [OOCAIMKEHHS, 3araAbHlI aHaai3u KpoBI 1 cedi,
YyHKIIOHAARHE Ta AabopaTopHE OOCTEXKEHHS CePIIEBO-CYIMHHOI,
TPaBHOI, MOUXAABHOI, IMYHHOI, €HIJOKPHUHHOI, CE€4YO0-CTaTe€BOI Ta
IIEHTPAABHO-HEPBOBOi cucTeM. | 3HOBY 3K 00CAT Ta KOMIIAEKC ITHX
obcTekeHb Yy KOXHOMY BUIAAKY IPYHTYEThCA Ha KOHKPETHUX
rimore3ax IIOAO0 MAiarHO3y, HadBHOCTI — BIACYTHOCTI 3MiH, IIIO
XapaKTepHi OAd ITimo3proBaHoi matoaorii. i mii ckaamyTs II erarm
MEIUKO-TEHETUYHOTO  oOCTexkeHHda. Y  OedKHUX  BUIIQAKax
BUPIIIIAABHUM MOXK€ OyTH pe3yAbTaT aHaAi3y eHIOKPUHHOI'O CTaTyCy
XBOpPOro, B IHIIUX — IMYHHOIO CTarTyCy 4YH TiCTOAOTIYHOIO
JOCAiI>KeHHsd OioricifiHoro Mmarepiaay.

BcranoBuTH miarHo3 B poAHHAX, 10 paHIIle MaAu BUIIQOKU
AUTSY0i CMEPTHOCTI ICTOTHO OOIIOMOXKYTE IIPOTOKOAU PO3TUHY.

BiApIIiCTE CIAAKOBUX CHHAPOMIB 3yCTPIYAETHCH B IOIIYASIT
ayxe pinko (1x103 — 1x109¢), Tomy mass Bepudikallii giarHO3y CAif
IIOPIBHIOBATH KOHKPETHUN BUIANOK, 3 ONHCAHUMU B AiTepaTypi
(araacu, wmoHorpadii, KaTasoru, KOMII'IOTE€pPHI AiarHOCTHWYHI
nporpamMu, Hamnpuraan, «Possum»). Y pasi conagkoBoi maToaori
TOYHICTD AlarHO3y BU3HAUYa€ HE TIABKU TAaKTHKY AIKyBaHHS XBOPOTO,
IIPOTHO3 MOTO JKUTTS Ta IIepediry XxBopobu, ase ¥ yCIIITHICTh MeIUKO-
F€HETUYHOI0 KOHCYABTYBaHHA dK  XBOporo  (dpopmyBaHHSA
amarITUBHOIO CepeaoBHUINA, BUOIp mpoduecii, ITOAPYKHBOI ITapH,
IIPOTHO3 MOITOHAPOIXKEHHH), TaK 1 YA€HIB HOro POAWHU — BYaCHE
BHUSBACHHSI ypParKE€HUX IHAWBIAYyMiB, Hpe€HaTasbHa AiarHOCTHKA,
npodiraKTUYHE AIKyBaHHSI, ITPEKOHIIENIIIM HA TPpodiAaKTHUKA, CTYIIIHb
PU3UKY HApPOXKEHHSI XBOPUX MiTeMH.

BuieBuKaaeHe M03BOAIE 3POOUTH BHCHOBOK: IiaTHOCTHUKA
CIIaAKOBOi IIaTOAOTIi, YCHIIIHICTE ii AIKyBaHHS Ta IIOIEPEIKEHHS
3aA€KUTH IIEPEeayciM Bii KOMIIET€HTHOCTI, OCBIUE€HOCTI AiKap4,
BOAOIHHSI TE€HETUYHUM MHMCAECHHSM OIABIIIOI0 MipOlo, HiXX Bif
HasgBHOCTI JOPOroi armapaTypH, PEaKTUBIB, CIIElliaai30BaHUX YCTAHOB
TOILIO.
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2. AABOPATOPHI ME/IUKO-TEHETHYHI METOZIH

AabopamopHi medukxo-zeHemuuni memoou OOCTEXKEHHS
MAalOTh BHCOKY YYTAUBICTBH, III0 J03BOAS€E OAHO3HAYHO BU3HA4YUTHU
[iarHO3, XapaKTep Ta AOKaai3allilo CIaaKOBOro nedeKTy Ha pPiBHi
IIPOAYKTY I'€Ha, MyTallil B I'eHi, XpOMOCOMi, FT€HOMi.

[Ii Mmeromu He3aMiHHI IIPHM MaCOBHUX CKPHHIHTax I1aTOAOTII,
peHaTaAbHINU IHBa3UBHIH  iarHOCTHII], BUSIBAEHHI HOCIS
IIATOAOTIYHOIO AaA€Ad, BCTAHOBAEHHI OaTbKIBCTBA, MOKAIHIYHIM
JIIarHOCTHII ITaTOAOTI].

ITumozeHemuuHuUul memoo BUKOPHUCTOBYETHCS A
JOCAIIXKEHHHI KIABKOCT1 Ta IKOCT1 CTPYKTYPHU XPOMOCOM, BUSIBACHHS
XPOMOCOMHOI IIaTOAOTii, MoO3ailu3Ma, BCTAHOBAEHHS HOCIIB
30aAaHCOBaHOI XpOMOCOMHOI aHOMAaAil. /10 pi3HOBUIIB IILOTO METOIY
BiZHOCATHL Pi3HI crocobu audepeHIritioBaHoro QapOyBaHHs
XPOMOCOM, 3 BUKOPHCTAHHAM AIOMIHICHEHTHUX Ta PaaiOaKTHBHHUX
MapKepiB, MOAEKYASPHO IHUTOTE€HETHYHI MeToAu (ribpumausaliis in
situ, FISH-meton To1110).

3aBAsKH 3aCTOCYBaHHIO IILOTO METOAY BCe OiAbIlle ITaTOAOTIH
PO3BUTKY AIOJUHU IIEPEMIIIyEThCA 3 KaTeropii He3HaHUX,
CIIOPaAUYHUX XBOPOO A0 TPYIIH XPOMOCOMHHUX Ta yCIIaIKOBaHUX.

CneuianvHi 6ioximiuHi MemooOu CKepoBaHi Ha BUSIBAECHHS
crienuiYHUX HOPOAYKTIB HOpylIeHOoi pPobOTH TeHiB — BiABHHX
aMiHOKHCAOT, AIITiiB, TAIKOIIPOTEIAiB, ByrA€BOAIB, PEPMEHTIB Ta iX
iHTiIOiTOPIB, XUOHUX MeTabOoAITIB B KPOBI, cedi, TKAaHUHAaX Ta KAITHHaxX
OpraHi3My, AaMHIOTUYHIM piaWHI, XOpPIiOHI TOIIO, a TaKoX
MiHepaAbHOTO AUCOaAaHCY.

JepmamoznichiuHuii Memoo IIOASITaE Y BUBUYEHHI MAAIOHKIB 3
rpebiHIIiB, AiHiH Ta CKAQIOK HIKipH Ha JOAOHSIX Ta ITi0IIBax, a TAKOX
Ha JOAOHEBUX ITOBEPXHSIX ITAABIIIB.

M MeTOA0OM JOCKOHAAO BOAOMIIOTH A€AKl ACHOBHU/LI, BIIIYHU,
UTraHU, ase€ IIOKHU 110 BiH MaAO BiIOMUHU AlKapdaM.

Pazom 3 TuM opgHO4YacHe (pOpMyBaHHS PHUCYHKIB Ha MIKipi
BKa3aHUX YaCTHH Tira Ta pO3BUTOK MO3KY B eMOpioHaAbHOMY Iepioi
[a€ IIiICTaBU BBaXKaTH, 110 AepMaTorAipidvHUN MeTon Ma€ 3Ha4HI
IIOTEHIIi HI MOKAMBOCTI, dKi IIIe Y€KAIOTh Ha IIINPOKE 3aCTOCyBaHHS
B MEOIUYHIN NpaKTHUILI.

MixpobionoziuHi memoou 3aCTOCOBYIOTBCS [IASI BUSIBAECHHS
IIPOAYKTIB MeTaboAIi3My B MaTepiai Bifl XBOPUX IIAIXOM pPeecCTparli
30aTHOCTI MO0 PO3MHOXKEHHS B IX IIPUCYTHOCTI 3aA€KHHUX
MIKpPOOPTaHi3MiB (ayKCcOoTpodiB), K y BUIIAAKY (PEHIAKETOHYPIi.
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MonerxynapHo-zeHemuuHi mMemoou QO3BOASIOTH ITOCTaBUTU
[1arHO3 HOCIHICTBa IIEBHOTO AA€AIO (B TOMY YHCAl MyTaHTHOTI'0) Ha piBHI
KomoBoro noMeHy B [IHK, HaBiTE 3a BiACYTHOCT1 IPOAYKTY €KCIIPECii
reHa, BH3HAQYUTH TIOMO3UIOTHUHM YH TETEPO3UTOTHHUM CTaH
ocTaHHbOro. CyTTIO IIMX METO/AIB € BUKOPHUCTAHHS CIEIN(iIHOCTI
poboTH pepMeHTIB, 110 PO3Pi3aroTh HYKAEIHOB1 KMCAOTH, ITPUHIIUILY
KOMIIAEMEHTAPHOCTI HYKA€OTHIHUX ITOCAIJOBHOCTEH Ta BHOIPKOBOIO
PO3MHOXKEHH4 (peraikaitisi, amIiaicdpikallisa) ABOAAHIIOTOBUX JIATSHOK
[HK, 3matHOCTi 3a0ynoByBaTH BiACyTHi HIAAHKHU IIUX CTPYKTYpP B
yMoOBax HPOOipKH, a He KAITHHHU YU opraHizmy. Came Ha BKa3aHy
TPYIly TIOKAQOAIOTHCS CIOAIBaHHS IIOA0 BUPIIIEHHS I1pobAeM
IpeHaTaAbHOI, M[OOIMIIAQHTAIIMHOI 1 HAaBiITh IPEKOHIIEIIIHHOL
[MiarHOCTUKHU, BCTAHOBAEHHS 0AQTBKIBCTBA a00 0COOHM 3A0YHHIIS TOIIIO.
i criertudpiuHi, yHiBEpcasbHI METOAN MOXKYTh BUKOPHUCTOBYBATHCH B
IPaKTUIIl OXOPOHU 340POB'd, 32 YMOBH AOCTATHHOI'0O (PiHAHCYBaHH4.
€IUHUM HEJOAIKOM MOAEKYASIPHO-TEHETUYHHUX METO/IB € T€, 1110 BOHU
Oy2K€ OOPOro KOUITYIOTh.

Y mapuHax TI€HETHKH AIOAWHH Ta MEOUYHOI TI€HETUKH
BHUKOPHCTOBYIOTECS TaKOXK IIONYALIliHI, BapialliifiHO-CTaTHUCTHUYHI
METOIU, METO MOCAIIKEHb Ha OAM3HIOKAX, dKi Jal0Th MOXKAHBICTH
BUBYATH POAb CIQIKOBOCTI Ta CEPEIOBUINA y PO3BUTKY XBOPOOH,
PO3IOBCIO/I2KEHHI CIIaJKOBOI IIATOAOTIi Ta HOCIMCTBA MaTOAOTIYHHX
aAeAlB B KOHKPETHIM IIOIIYyASIlil, BCTAQHOBAIOBATH 3HA4Y€HHS
CerperamifiHoro BaHTaxKy 1 MyTallilHOIO THCKY.
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