TEHOM JIIOAUHU TA METOJIM OO BUBUEHHSI
JIEKIIA 7

Tema: JlikyBaHHSI TEHETUYHUX 3aXBOPIOBAHb

IInan:
1. HieroTteparmis
2. binkosa 3amicHa Tepamnis
3. KniTuHHa Ta TKAHMHHA 3aMiCHA Teparis
4. I'enna tepamis

Pi3H1 criocoOu JiKyBaHHS 3aCTOCOBYIOTHCS PAKTUYHO JI0 BCIX T€HETUYHUX
3aXBOPIOBaHb, MPOTE OUIBIIICT, 3 HUX — II€ JIMIIE€ HEBEIUKE TMOJIIMIICHHS
CaMOMOYyYTTs Ta OOPOTHOA 3 HACTIAKAMM YU 3 KJIIHIYHUMH MTPOSIBAMH.

1.  Hierorepanis

[eHeTMYHUX 3aXBOPIOBaHb 32 SKUX MOXKHA JOCATHYTH MPAKTUYHOIO
HOPMAaJILHOTO 3/IOPOB’Sl Ta CAaMOIIOYYTTS TMaIli€EHTa BUKOPUCTOBYIOUH CIICIIIAIBHY
JIETY 30BCIM HEBEJIMKA KUJIBbKICTb.

HaiiOinpin sickpaBuM TNpUKIAIoM € (DEHUIKETOHYpis. SIKIIO CBO€YAcHO
(ompazy micisg HapOMKEHHs)) OOMEXHUTHU CIIOKMBaHHS (PeHUIalaHIHy Ta
MPUTPUMYBATUCH TAKOI JIETHU TOYMHAIOYM BiJI HAPOHKEHHS 1 10 M1UTITKOBOTO BIKY
(1HOM1 BCE JKUTTSI), TO MOKHA 30€PETTH pO3YMOBI 3/1I0HOCTI HA HOPMAJTHLHOMY PiBHI.
be3 Takoi [i€TH CrOCTEpIraeThcs pO3yMOBa HEMOBHOLIIHHICTh PI3HOTO CTYIIEHIO
BUPAXEHOCTI.

Bpomxkena rineprniazis KOpu HaJHUPHUKIB HEMAE KOMHUX HECTIPUSTIMBIX
HACHIKIB, SKIIO XBOPUN KOXKEH JIEHb BXXMBAE CHHTETHYHUN TUPOIAHUN TOPMOH.

BupanenHnss 3 paiioHy TrajakTo3d MONEPEIKYyE PO3BUTOK CHUMIITOMIB
rajJjakTo3eMii.

OOMe xeHHS CTTOKMBAHHSI 3471132, 1110 CYTTPOBOMIKYETHCS 1HO1 (Pr1e00TOMIETO,
JI03BOJISIE KOHTPOJIIOBATH TIepedir reMoXpoMaTo3a.

PerenpHuil KOHTpPOJIb CHOKUBAaHHS JKAPY IMIJBUINYE CIOAIBAHHS Ha
MO3UTUBHUYN MPOTHO3 Y XBOPUX POAUHHOIO TIIEPXOJIECTUPUHEMIELO.

Jlyxe siCKpaBUM MPUKJIAJIOM Al€TOTEparii € BUIIaJOK pO3pOOKH JAi€ToTepartii
JUTSL TIKYBaHHSI XBOPUX 3UYEIICHOIO 3 X-XpOMOCOMOIO ajipeHoeiikoaquctpodii (X-
AJIJT). Lle 3axBoproBaHHS CYNPOBOMKY€ETHCS OPYIICHHIMU HAKOTTUUEHHS KU PIB.
KupHi Kucnotu 3 Qyke TOBIMMHU JIAHI[IOTAMH HAKOMUYYIOTHCS MEPEBAXKHO Y
KJIITUHAX FOJIOBHOTO MO3KY Ta HaJHUPHUKAX, 110 MPU3BOAUTH 10 HEAOCTATHOCTI
IIMX OpraHiB Ta J0 3aruoei. TSHKKICTh 3aXBOPIOBAHHS CHIILHO BapilO€ B 3aJI€KHOCTI
BiJ] BIKY KOJIM BOHA TOYMHAE MPOSBIATUCH. [ [pOTe XTTOMUMKH SIK1 3r010M 3aXBOPIFOTH
710 4 pIYHOTO BIKYy HE BUSBIISIFOTH )KOTHUX CHMITTOMIB IIHOTO 3aXBOPIOBaHHS. BoHO
3ycTpiuaeTbes 3 yacToToro 1 xBopuit Ha 20 000 XT0mIHKIB.

JlieTa nyst iKyBaHHS IbOTO 3aXBOPIOBaHHS OyJia CTBOpEHA OaThbKaMH OJTHOTO
3 xJsionuurkiB. Ko xnomuuk (JIopenio Onone) 3axBopiB oMy OyIio 5 poKiB 1 Tikapi
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CKasaJin OaThbKaM, IO IMIPOTATOM JBOX POKiB iX cuH mompe. [IpoTe, 6aThbku moyam
IHTEHCUBHO BUBYATH BIAMOBIAH1 ACTIEKTH 010X1Mii Ta HEBPOJIOTIi 1 PO3POOHUIIH JTi€TY
Ha OCHOBI OJIUBKOBOTO Ta ParcoBOTO Macia.

3a 11i€l AI€TH X CUH BIIYYB 3Ha4He mokpaieHHs. [Ipo 1eit Bunamok Oyio
37O PitbM «Macno JlopeHiio» skoro 0yno HOMiIHOBaHO Ha TipeMito «Ockap» y
TprOX HOMIHaIIAX Yy 1993 porri.

AJie Bce K TaKH CTaH 3/J0POB’sI XJIOIIIS 3Tr0/I0OM TaKH MOTIPIIUBCS 1 X04a BiH 1
3aJIMIIMBCA )KUBHUM JI0 BIKy 28 pOKiB HOTO MOBHICTIO Iapalii3o0Bajio, BIH OCHII Ta
ODTyX, TPOTE BCE III€ MaB 3MOTY CIUIKYBAaTUCh PyXalO4H MaJIbIIMHU Ta IMOBIKAMHU.

3apa3 MOCTiTHUKHN JIAIUTA BUCHOBKY, IO IS MAacJIsTHA JII€Ta HAHO17IbII JTi€Ba
SKIIO TIOYATH 11 3aCTOCOBYBATH III€ 10 TOSBY CHMITTOMIB 3aXBoproBaHHs. HoBiTHI
JOCITIJKEHHS TTOKa3aJIM 110 A0 JBOX TPETHUH XJIOMYMKIB, 1110 MAIOTh 1[I0 MyTallll0
3aJIMIIATHCS HOPMATBbHUMH 32 Ii€i mieTr. JlocmikeHHs TPUBAIOTh.

2.  binkoBa 3amicHa Teparis

barato reHeTMYHUX MNOPYILIEHb MPHU3BOAUTH 1O 3aXBOPIOBAHHS 4epe3
BIJICYTHICTh BOXKJIMBUX OLIIKIB 200 uepe3 BTpaty HUMU (QyHKI[1H. B Hain yac maiixke
Oy/b-KUi O1JIOK MOYKHA OTpUMaTH 610TEXHOJIOMYHO 32 PaXyHOK P13HUX OPTaHI3MiB.
Came TOMy cCTOITH mpoOjemMa HE B OTpPUMaHHI Olika, a B METOAax MOro
TPAHCTIOPTYBAHHS 10 MiCLIsI J1ii O1JTKa Ta B KUTBKOCTSIX, sIK1 O 3aI0BUILHSUTH TOTPEOH
opranizMy. BuTbIIicTh OLIKIB — 1€ BHYTPUITHBOKIIITUHHI cyOcTaHii. K10 Takuii
peKoMOIHOBaHUM O1JIOK BBECTH y KPOB 3a JIOIOMOTOIO 1H €KIIil, TO ICHY€ BEJIMKA
BIPOTIAHICTh IIBUAKOBOTO PYWHYBAaHHS MOTO MpOTea3aMH, a MOBTOPHI 1H €KIIii
MO’KYTh BUKJIMKATH IMyHHY BIJIIOBI/b, K& MOKE HaBITh MAaTH JIETAIbHUM €(EKT.

HagiTs sikii1o 6110k He OyJie 3pyHHOBAHO Y KPOB’ THOMY PYCITi 1 10TO 3aXOIUTh
KJIITUHA-MIIIIEHb, TO 3a3BUYail BIH Ofpa3y MOTPAILISIE Y JII30COMY, ¢ Horo Oyme
3pyitHoBaHo. [IpoTe 1 cami 1130COMHI (PEPMEHTH TAKOXK MOXKYTh 3a3HaBaTH BILJIUBY
TreHeTUYHUX MMOpYIleHb. [CHYE 111J1a HHU3Ka 3aXBOPIOBAaHb [1OB’ I3aHUX 3 BIJICYTHICTh
ogHOro 3 (pepMeHTIB Aerpanaiii, siki B HOpMi (PYHKIIOHYIOTh Yy JI130COMaX.
Monexkynu, siki TOBHMHHI OyTH 3pyWHOBAaHMMH Yy JII30COMax 3ajUIIAIOTHCS
HEYIIKO/DKEHUMH Ta HAKOMHUYYIOThCS Yy Ji3ocomMax. B  pe3ymbrari Takoro
HaKOMUYEHHS J1130COMHU 301IBIIYIOTHCS B pO3MIpax Ta BPEUITI PEIIT KIITHHA THHE.
TsKKICTD MPOSIBY TAKOTO €(EKTY Ay>KE Bapiloe B 3aJIEKHOCTI BiJ] TUMY KJIITUH Ta
3aJICKHUTh BT IIPUPOIHU MOIMIKOMIKEHOro hepMeHTy. [J1s Iessknx 3aXBOPrOBaHb OyIiu
po3po0bieHi e eKTUBHI CTTOCOOM 3aMiCHOT Teparii TaKMX JT130 COMHHX 3aXBOPIOBAHb.

XBopoba Tomie mpukiIam THUIIOBOTO JII30COMHOTO 3aXBOPIOBAHHS IO
BUKJIMKaHa BIJCYTHICTIO ¢depMeHTy — Diokorepedbposuaasu. lle ayrocHo-
pPELIECMBHE 3aXBOPIOBAHHSA 1 TE€TEPO3UTOTI € HOPMAIBHUMHU 3a ()EHOTHUIIOM.
HesBaxatoun Ha Te, 110 11l (PEepMEHT EKCIIPECYEThCS Yy Oararbox TUIAX KIITHUH 3a
PO3BUTOK 3aXBOPIOBAaHHS BIANOBINAl0Th Makpodaru. [lomkomxeHi Ta MepTBi
Makpodard BUKJIUKAIOTh 30UTBIICHHS MEYIHKU Ta CENE31HKU, BUHUKAE TaKOXK
VIIKO/DKEHHS KICTSIHOTO MO3KY, II0 CYNPOBOMKYETHCA aHEMI€I0 Ta JediluToM
TpomMOOUMTIB. OJHAK, TPH JIKyBaHHI MOTPIOHO MOCTIAHO (1Ba pa3u Ha THUXKICHD)
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poOUTH 1H’€KIIIT (PEPMEHTY 1 KOILITYE Take JiKyBaHHs Outbil HixK 50 000 monapis
CIIA na pik.

3amicHa O1J1KOBa Teparlisi TaK0K e(peKTUBHA Y BUTIA/IKAX KOJIU MOPYLICHUH Y1
BIJICYTH1 OLTOK € HOpMaJIbHUM KOMITOHEHTOM KpOBi. Taka Tepartisi 3aCTOCOBYEThCS
npu pizHuX TUnax remodimi. [loTpiGHO TIIHKY TOUHO BU3HAUUTH KU 3 ()EPMEHTIB
3 THX L0 CKJIQJAal0Th KACKaJ 3rOPTaHHs KPOB1 OyB YIIKOIKECHUH.

3. KiituHHa Ta TKAHMHHA 3aMicHa Tepamis

Jlesiki reHeTUYH1 3aXBOPIOBAHHSI MOYKHA JTIKYBATH IILJITXOM 3aMiHH KJITHUH a00
OpraiB, 10 He PYHKI[IOHYIOTh HOpMaIbHO. HalicTapiiorw Takoro TEXHOJIOTIE €
nepecajika (TpaHcIuiaHTails) opradiB. [IpoTe TyT icHye ABiI BelMKi TpoOieMu:
qy>KMH OpraH MO’K€ MOo4YaTH BIATOPraTHCh, Ta MiJ0Op JOHOPIB, OPTaHiB s
nepecajki 3aBKIu MEHIIE, HDK MallleHTiB MO0 iX moTpelyroTh. bymu crpobu
nepecaKyBaTi OpraHy TBapuH/, MPOTE HE JTy>Ke BIadi. 3apa3 BeIyThCs POOOTH y
JIBOX HaIMpsIMKaX: TeHeTUYHa Mo (iKaIlisg TBAPUH IS O1IBINOT BIAMOBIIHOCTI X
OpraHiB JIFOJICBKOMY OpTraHi3My Ta po3poOKa TEXHOJIOT1i BUPOITYyBaHHS OPTaHiB 3i
CTBOJIOBUX KJIITHMH CaMOTO Malli€HTa.

4.I'enna Teparis

[enna Tepamiss — 1€ BBEACHHS TEHIB B OpraHi3M JIIOJIMHH 3 METOIO
BUIIPABJICHHS TeHETUYHOTO J1e(heKTy abo YIOBIIbHEHHS PO3BUTKY T€HETHYHOIO
3aXBOPIOBaHHS. Y OUIBIIOCTI BUNIAKIB T€HHA TEparis CIpsIMOBaHa Ha 3aMIIICHHS
GyHKIIM, sIK1 3MIHEH1 BHACHIJIOK MyTallii y crneuu(iuHuX reHeTUYHUX JIOKYCax.
Bona HaliO1b11 TPUWHSATHA TPU JIIKYBaHH1 PELIECUBHUX TEHETUUHHX 3aXBOPIOBAHD
MPU SKUX PUCYTHICTh MyTAaHTHOTO aJIEITI0 HE BIUIMBAE Ha AISUTbHICTh HOPMATBHUX
KOMii 1bOro reHy. Po3po6ieHi TakoK MPOTOKOJIM TeHHOT Teparnii Juist J1KyBaHHS
nesikux (hOpM paka, KOJIM CTAaBUTHCS META BBECTH B KJIIITUHU MYXJIMH TaKi FeHU, 110
BUKJIMKaIU O 3aru0enb KIITUH TPUPOTHUM MEXaH13MOM (amonTo3) ado y BiAMOBIIb
HA NIEBHUW CHUTHAJI.

['eHu, 110 MITYYHO MEPEHOCATHCS Y OPTaHi3M MaroTh Ha3By — TPaHCTCHU. Y
OuThIIOCTI cIpPOO TeHHOI Tepamii y SKOCTI BEKTOPIB ISl JOCTAaBKH TPAHCTEHIB
BUKOPHUCTOBYIOTh MO (iKoBaHi1 Bipycu. Ha ocHOBI BipyCiB po3pO0JIEHO KiJIbKa
TUMIB BeKkTOpiB. Haliuacrimie, BTiM, BUKOPUCTOBYIOTh PETPOBIPYCi, T€HETUYHUM
Matepianom sikux € PHK, sika B kimiTHHI Xa3siHa TpaHCKPHOY€ETHCS Y IBOJTAHITIOTOBY
JIHK 1 y Takomy cTaHi BOyJOBYEThCSl y TE€HOM Xa3siiHa.

[eHOMU TIPOCTUX PETPOBIPYCIB MICTATH TpU TeHU. [€H gag Komye OLIKH,
MOJIEKYJIM SKUX MPUETHYIOTbCA JO BIPYCHOIO T€HOMY 3 YTBOPEHHSM
HYKJICOTIPOTETHOBOT KOPH BipyCy; TeH pol Komye 3BOPOTHIO TPAHCKPHUIITA3y Ta
1HTETpasy, a reH env Koaye OUTKH K1 yTBOPIOIOTH 30BHIIITHIO BIpYCHY 000JIOHKY, SIKa
€ BUpIIIATHHUM YHHHHKIB B KJITHHY SKOTO TOCIOIAps MOKE MOTPAIUTHU BipyC.
BigHOCHO JIeTKO CTBOPUTH BEKTOP ISl IEPEHOCY TE€HIB ILISAXOM BHJIAJIECHHS BC1X
O1JIOK-KOAYIOUMX I'€H1B Ta 3aMIHUTH iX TeHOM (UM F€HaMH ) SIK1 TOTP10HO BOY 1y BATH.
[IpoTe, ayist Toro 1106 3a0e3meunTr nepeHoc reqis s Mmoaudikoana [JHK mosuaHa
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OyTH O0TOYE€HA HOPMAJIbHUMHU BIpYCHUMH OUTKaMH, IKUX B CAMOMY BEKTOP1 HEMAE.
i 6inKK MOKHA OTPUMATH IIPU OJHOYACHOMY 1H(EKYBaHHI KJIIITHH JTOTTOMI>KHUM
BIpYyCOM, SIKUW Ma€ T€HM BIPYCHUX OUIKIB, aje He 3JaTHUN BHACIIJOK TI'€HHOI
Mo (ikalii yTBoproBaTH 1H(GEKI1IH1 BIpYCHI YaCTOUYKH.

barato BeKkTOpiB MEpEeHOCY CKOHCTPYHOBAaHO Ha OCHOBI IPOCTOrO
peTpoBipycy — Bipycy muiiadoi yeiikemii Mosmoni. OgHaK OTHUM 3 HEHOJIKIB
MIPOCTUX PETPOBIPYCIB € X HE3AATHICTh MPOHHUKATH Y KIIITHHU, K1 HE 3HAXOAATHCS
B CTaH1 MOAUTY. AJie ICHYIOTh CKJIaJIHI pETPOBIPYCH, L0 3/1aTHI KP13b SIPOBI TOPU
MOTPAIIATU y SAPO KIITHH K1 HE 3HAXOAATHCS B CTaH1 MOALTY. [X HasuBaroTH
JEHTHUBIpYycamH (JI0 IIbOTO Kjacy HanexuTh 1 BIJI). Jlo Toro xk neHTuBipycH 31aTHI
HECTH O1IbIIIE TeHIB, HI’K MPOCTI PETPOBIPYCH.

JI71st CTBOpEHHS BEKTOPIB ISl TEHHO1 Teparii BUKOpU CTOBYIOTh Takox JIHK-
BMUCHI BIpyCH — 3J€OUIBIIIOTO aJ€HOBIPYCH Ta ajJieHoaccoliiioBaHi Bipycu. Lli
aJICHOACCOIIOBaHI BIPYCHM B KIITHUHAX JIIOJMHI 34aTHI BOYIOBYBAaTHUCH Y
cnenudivHAN calT HAa XpomocoMi 19, skuil MiAXOOUTH JO TeHHOI Teparrii, 60
3a0e3neuye eKCIpeciio TpaHCTeHa NocTiiHO. [eHoM azieHOoBipyCy He BOYAOBY€ETHCS
B I€HOM JIIOJJMHU. BiH Jullle peruiiky€eTbesi Ta TAHCKPUOYETHCS B SIAP1 3apaskeHOl
KJITUHU. AJICHOBIPYCH BUKJIMKAIOTH JI3UC KIITHH Xa3fiHa, M0 POOUTH iX
MEePCIEKTUBHIMU areHTaMu JJisi 3HUIIEHHS PaKoOBUX KJITHH. Byno cTBopeHo
CHelialibHI TaMU aJeHOBIPYCIB, 110 PO3MHOXYIOThCS MEPEBAXKHO B KIIITHHAX
nyxjuH. [logatkoBo A0 iX BiIacHOro (MpsSMOro) HUTOLMJHOTO BILIMBY BOHU
BUKJIMKAIOTh MPOTUIYXJIMHHY BIANOBIIb IMyHHOI CUCTEMHU Xa3siiHa (TIOABIHHMIA
yaap).

AKTHBHO JOCIHIKYIOTBCS METOAW HEBIPYCHOI JOCTaBKH TPAHCTCHIB.
HailinpocTimmM 3 HUX € MeToa BHYTpHUM s130B0i 1H ek1lii muiazmignoro JJHK. Tlpu
bOMY 3HAa4YHA yacTWHa M’s30BUX KiiTUH nomuHae JJHK ta mpomykye ii G110k
KiTbKa THKHIB. [HIII JOCITITHUKY BUBYAKOTh TEXHIKY eJlekrponopaiii. [Ti1 BrymBom
IMITYJIbCIB €JIEKTPUYHOrO CTPYMY B KJIIITUHHUX MEMOpaHax TaKUX TKAHUH, SIK IIKIpa
Ta M’S3M, THUMYacOBO YTBOPIOIOTbCA OTBOpU Kpi3b skl mnpoHukae JHK.
JocnmixytoTh TakoX OararounciieHHl TexHiku ooropHenHs JJHK minimamu abo
IHIIMMH TIOJIIMEpaMHt TS TIOJICTIICHHS X TPOHUKHEHHS B KJIIITHHHU Ta SIpPO.

B ychomy CBITI Hapasi Be po3po0JICHO YK 3HAXOAUTHCS Ha 3aBepIaIbHINA
ctaaii po3poOka Outbin HiXK 400 pi3HMX MeTONIB TeHHOi Tepamii. Haituacrime
KJIIHI4H1 BUITPOOyBaHHS 31HCHIOIOTh HA PAKOBUX XBOPUX OCTaHHIX cTafiil. s
0araThOX PEIEeCUBHUX 3aXBOPIOBAHb BXKE aNpOOYIOTHCS Pi3HI METOIAMKHU, MPOTE
’KOIIHOTO BHWJIIKOBYBaHHS 4YH, HaBiTh, JOBrOTPHUBAJIOrO IOJETIIEHHS Hapasi
3apikcoBaHO HE OYIIO.

VY Bumnajky 3 JOMiHaHTHUMH 3aXBOPIOBAHHSIMH CTOITh 3aj[ada HE 3aMIHUTU
IeH YU JI0JaTH oro, a, HaBNAKW, BAMKHYTHU YU 3HUIIUTH. [{e muTanHs e Ouibi
CKJIaJHe, 00 MPUIIILHO 3HUIIYBATH T€HU B TEHOM1 MM TTOKH HE BMIEMO.



