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Jlexiis Ne 8. «Monekyaapui xeopoou ma
Memoou ix Ola2HOCMUKU
IIJIAH
1. MOHOTEHH1 MOJICKYJISIPHI XBOPOOH JIFOJMHU.
2. I'enH1 XBOpOOH BYINIEBOAHOTO,
aM1HOKHCJIOTHOI'O, O1JIKOBOI'O, JIII1JHOTO,
MIHEPAJILHOI'O OOMIHY.

3. IlpuHnynm 1a00paTOpPHOI A1arHOCTHUKH

MOJIEKYJISIPHUX XBOPOO: 010XIMIYHUM METOI,
JIHK-miarHocTuka Ta 1H.



ZIOUiAraerness TLpU JNUTIUCETIIIl CITHUNUOL ANOULPUUW. 1VIUNULIULANL ADUPUUKL
(MX) — 1€ reHH1 3aXBOPIOBAHHS, K1 IT1AKOPSIOTHCI MEHIEIIBCBKOMY
yCMNaJIKyBaHHIO, 1 B IX OCHOBI JI€>KaTh TOYKOB1 MyTaili. [Ipore npu
PO3IVISIAI TECHHUX XBOPOO K MEHJICIIOI0UYMX O3HAK OpraHI3My, MOBA
ITOBMHHA WTH PO T. 3. TOBH1 PopMH, TOOTO (hOpMHU, 3yMOBJICHI
raMeTUYHNUMU (y 3apOJIKOBUX KIIITUHAX ) MyTaliaMu. 1{e MoxyTh OyTH
HOBI a00 yCHaJIKOBaH1 B1J ITONEPEAHIX MOKOMIHb MyTalli. OTxe,
MIaTOJIOT1YHI T€HM B IIUX BUITAJKaX HAsSBH1 Y BCIX KIIITHHAX OPraHI3MYy.
MX ckimamaroTh 3HaYHY YaCTKY CITAJKOBOI MATOJIOTI 1 HATYYIOTh
ceoroaHi moHa 4500 3axBoproBaHb. 3a JAHUMH JITEPATYPH, Y PI3HUX
KpaiHaX BOHMW BUSBIISIOTHCA B 30-65 miten 13 po3paxyHky Ha 1000
HOBOHAPOJKEHUX, 110 CTAaHOBUTH 3,0-6,5%, a B CTPYKTYp1 3arajabHO1
CMEPTHOCTI JITEH A0 5 POKIB Ha iX yacTKy npunajaae 10-14%. 3aranpHa
4acTOTa HOBOHAPO/HKEHUX 13 TEHHUMHU XBOPOOAMU B TTOMYJISIIIIAX Y
IUIOMY CTAaHOBUTH IpUOIM3HO 1%, 3 HUX 3 aBTOCOMHO-/IOMIHAHTHUM
TUIIoM ycnaakyBaHHsa — 0,5%, aBrocomHo-penecuBauM — 0,25%, X-
3uerieHuM — 0,25%; Y-34denieH1 1 MITOXOHApIaabHI XBOPOOH
TPAIJIAIOTHCS TYKE 3P1JIKA.




Knacugpikauia monexkynapnux nopyuiens

O00OMIHY peuoBUH

1. IlopyuieHHst MeTa00a13My aMIHOKHUCIIOT: DeHUIaIaHIHY
(benuiketonypis); Tupo3uHy (THPO3UHEMIS,
anbKanToHypis); MeTioHIHY (roMoIucTUHYpIs); [{uctuny
(muctunypis); Tpunrodany (xBopoda XapTHy1a,
TpunitoaHeMis Ta 1H.); JlenuuHy (XBOpoOa KJI€HOBOIO
cupony); l'ictuauny (T1ICTUAMHYPIS, TICTUAUHEMISA) Ta
IHIIIMX aMIHOKHCJIOT.

2. IlopyiieHHs MeTa0o0J113My BYIJIEBOIIB: | amakTo3u
(ranakrozemis); Ppykrosu (hpykrozemis); [mikoreny
(rmikoreHo3u); Jucaxapuao3Hi eHTeponarii (CHHIPOM
MaJIbaOCOPOIIli BYTJICBOIIB).



Knacudghikauia monexynapuux nopyuieHo 00MiHy
peuosun (npoooercenms)

3. CnazaxoBi XBOpoOH 0OMiHY CITOTYYHOI TKAHHHH:
Mykonomicaxapuio3u; XBopoOa MapdaHa.

4. CrmtagkoB1 XBOpoOM 0OMIHY imiaiB: ['imepiimnonpoTeiHeMii;
Coiarommpaosu (xsopooda HimanHa - I1ika); I'annmo3ngo3u
(xBopoOa Tes - Cakca).

5. CnagkoB1 XBOpOOH IMOp(hIpHHOBOTO OOMIHY (TTOpd1pii).
6. EH3uMomnarii ;)kOBY4HO-IIITMEHTHOTO OOMIHY

(xBopoOa XKuiapoepa).

7. EH3UMoOIaTi MaHKPEO-1HCYISIPHOTO TOPMOHO-CUHTE3Y:
MykoBicu103; YpOJK€HA BIJICYTHICTh €H3MMIB
M1ITYHKOBOI 3a)103U; XBOopo0Oa Biibcona - KoHoBanosa;
[Hemaxis.

8. EH3nMomnarii 010CMHTE3y TOPMOHIB.
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Denismiposunorpana Fomorenrninnosa
KHCI0TA (BHBO/IHTHCH KHCH0TA (BHBOJIMTHCSH
3 CeYeI0 UpH 3 ceuecio npu
deniakeronypii) ANLKANTOHRYPIT)
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AneroonroBa Kucaora
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CO,+ H,0

bioximiun1 "OOKH" TIpY CIAJKOBUX HOPYIICHHSX
OOMIHY aMIHOKHCJIOT:
| - hbeHikeTORYPI1; 2 - anb01HI3M; 3 - AILKANTOHYPI1S; 4 -
YPOIKE€HA HEJIOCTATHICTh THPOKCUHY (JUCTOPMOHOTEHER).




@deninkeronypis (PKY)

Jlediuut pepmeHTy (PpeH1TanaHIHITAPOKCHIIa3H MPU3BOIUTH J0
HarpoMaJKEHHS (DEHLIAJaHIHy B PIAKAX CEPEAOBHUINAX Oopranizmy. e
1Hr10yBaHHSI IIPU3BOJNTH O BTOPUHHUX OJIOKIB. P1BeHb (heH1NaIaHIHY
B 1a3Mi 3poctae 10 20 Mr% Bxke 40 KIHIA IEePIIOro THXKHS KHUTTS.
Jlam piBeHb MABHINYETHCA 1 cTa0uT3yeThes Ha 40 Mr%. Kimacuuna
(P€HUIKETOHYP1SI 3yMOBJICHA OBHOKO BIJICYTHICTIO
(heHUTanaHIHT1ApoKcHnIa3n. Hagnuimok deHinamaniny
TPaHCAMIHY€ETbCA A0 (DEHLIMIPOBUHOTPAIHOT KUCAOTH. 111 Ta 1HIII1
METa0OJIITH Pa3oM 3 HAJUIMIIKOM (DEHIIAIaHIHY HOPYIIYIOTh IIPOIECH
METa0O0J13MYy 1 BUKJIIMKAIOTh YIIKOIKECHHS KJIIITHH TOJIOBHOTO MO3KY.
OKY ycragkoBy€eTbCsI aBTOCOMHO-PEIIECUBHO. HacToTa 3aXBOPIOBAHHS
B €Bpomi ctaHoBuTh 1:15000, a yacTora rerepo3urorHux Hoc1iB — 1:50.
ICHY1O0TH CKpHHYIOY1 IIpOrpaMu Jjis BUsABICHHS XxBopruX Ha DKV miten.
Jlna marnoctrnku @KY BUKOPHUCTOBYIOTH SIKICHI 010X1IMI4HI TECTH,
HaM1BK1JIbKICHI MIKpOO10JIOT14H1 TeCTH (TeCT I'aTpl) 1 TOYH1 KIJIBKICHI
METOAM (TOHKOIIIAPOBOI XpoMaTrorpadii, aBTOMaTUYHOIO aHaJ13y,
PIIMHHOI Xpomarorpadii 1 CIIEKTPOMETPII).




* Brneplwe oeHINIKETOHYpIA Byna BUSB/eEHA HOPBE3bKUM
nikapem Isapom ActinopHom PenniHrom (lvar Asbjgrn
Folling) y 1934 poui, Konu BiH MOMITUB, WO

rinepdpeHinanadiHemis (HPA) BUKIUMKae 3aTpUMKy
MCUXIYHOTO PO3BUTKY

Pwuc. 12.8 £
BOonbHOM C PEHNIKETOHYPHEN.
8 MTHIMENTaUNR KOXHM, BONOC,
OYKM rN1as,
yMEPpEeHHan CTenens onmroppenmnm




Fig. X Comparison of Celess of Freshly Volded
Uriswe and Urine aftes 24 Houns

ANbKanToHypifa—
aeMmMoCOMHO-peyecusHe
3axeoprosaHHA.

[Mpuyuxa — HeAOCTaTHICTL

20MO2EeHMU3UHE3U.
Xapakmepu3yemscs 30INbWEHHAM B
Opradiami Ta BUAINEHHAM 3 Ceyerd
2oMo2eHmu3uHoeoi kucnomu. Ceya ANTUHK
HabyBae yopHoro koneopy. [locTynogo
YOPHIKOTE (OXPOHO3) LLLOKW, CKNepu, Hic,
ByXa. 3MIHK cyrnobie.

LiaeHocmyemscs DIOXIMIMHUMK MEeToAaMu:
1) NnoTeMHIHHA Ceul Npu 4oAaBaHHI nyry; 2)
npu 404aBaHHI XNopuay 3aniaa cevya
HabyBae nypnypHO-4opHOro 3abapBneHHA;
3) peakuia beHegukTa gae KopuyHese
3abapBneHHA 3 K0BTUM ocagom; 4)
Xpomarorpagia.

[likyeaHHs BKNHOYAE BUKMHYEHHA TBApUHHUX
NPOAYKTIB (M'ACO, ANLUA, CUP) 3 X,
BX¥MBAHHA BITamiHy C.




I 'aj1aKkTO3€eMIisl sBisie co6oro YPOIKEHE MMOPYILIECHHS raJIaKTO3HOT'O

OOMIHY 1 IEPEAAETHCS ABTOCOMHO-PEIIECUBHUM IIISIXOM. YacToTa
3axBoproBaHHA B1J 1:16000 mo 1:17500 nacenenns. [1atorenes noro
3B'sI3aHUH 13 OJIOKOM Yy IPOILIEC] PO3Iaay rajiakTos3

1 JI0 TJIFOKO3H, M0 3A1MCHIOETHCS M1 A1€I0 TaJJaKTOKIHA3H 1 TaJIaKT030-1 -
dbocharypuauinrpancdepasu. [IpuiHATO BBaXKaTH, 10 MATOJOT14YHI
VIIKOJIPKEHHS 3yMOBJIEHI HArpOMAPKEHHSM Y KJIITHHAX TaJaKTo30- 1 -
(docdary 1 TOPYLUICHHSIM KIITHHHOIO META00I13MY. Y THIIOBHX BUIIaJKaX
3aXBOPIOBAHHS BUABIISETHCS B IIEpI AH1 1 THKHI. HemMoBIIst Heoxoue
NpUMMAE MOJIOKO, Y HbOTO BIJICYTHIN all€TUT, BAHUKAKOThH OJIFOBAHHS,
3MYTTA )KMBOTA, JUCIIECIICIS, IEPCUCTYBAIbHA KOBTSIHUILS, TIITOTITIKEMIS.
JKoBTsiHMIIS CrIOYaTKy Haraaye (p1310JI0T14HY, ajie Ha 5-6-i ACHb
MIJACHIIOETHCA. Y TSKKHX BUITAJKaX 3aXBOPIOBAHHS P13KO MPOrPECYE 1
MPU3BOJAUTH 10 KOMH 1 CMEPT1. €IMHUM METOAOM JIIKYBaHHS €
Xap4yyBaHHs, T030aBJICHE JIAKTO3MW. 3 XapuyOBOI'0 PAI[lIOHY BUKIIOYAIOTh
IPYIHE 1 KOPOB'STYE€ MOJIOKO.




Xeopi anv0OinizMom (cenomun aa)




Xeopoba Tea-Cakca (aMaBpOTHYHA 1710T1s1) HAJICKUTH JI0 TPYIH BHYTPIITHBOKJII
TUHHUX J1M1031B. [{e 3aXBoproBaHHS 3 aBTOCOMHO-PEIIECUBHUM TUIIOM YCIagKyBaHHSI.
BiagMidaeTbcst 301IbIIEHHST B MO3KY TVIIKOJIIITIAY — FAHIII03UY Ta TAHDIIO3UAIB Y
MEYIHII ¥ CeJE31HIIl, 0 CBIIYMUTH PO FeHEepaATI30BaH1 MOPYLICHHS OOMIHY
raHnI03uA1B. ['1ICTOIOTIYHO MPOSBIISIETHCS KAPTHHA T'eHEPali30BaHOr0 PO3Maay
TaHDII03HUX KJIITUH HEPBOBO1 CUCTEMHU. XBOP0OOa MOYMHAETHCS Y Billl 4-6 MICSIIIB.
YacTo 1€ 3aXBOPIOBAHHS HOCUThH CIMEMHUIN XapakTep. Y XBOpHUX HA aMaBpPaTUYHY
17I1I0TIF0 PAHO BUSABISETHCS 3HUKEHHS 30py. JIMTHHA HE MOXe (PIKCYBaTH MOMIISI, HE
CTEXKUTH 3a 1IrpamkaMu. JJOCUTh paHO Ha OYHOMY JIHI BUSIBISETHCSA CUMIITOM "BUIIIHEBOI
KICTOYKH'" — BUIITHEBO-YEPBOHA IISITKA B MAaKYJISIPHIM JUISHII, 3a0KpyIJIEHA CipyBaTo-
O17IMM KUIBIIEM. 3T0JIOM PO3BUBAETHCA aTpOodisi 30pOBUX HEPBIB 1 MOBHA CJIIIOTA.
3HUKaIOTh OPIEHTYBaJIbHI 1 3aXMCHI peaKilii, HOPYIICHHS TPU3BOAATH 10 MOBHOI
HepyxomocTi. IIpu xBopoO1 Tes-Cakca cnocTepiraeTbCsi CHMIITOM I1JIBUIIIEHOI peaKIii
Ha 3ByKOBI1 MOAPA3HUKU — JIITH PI3KO 3IPUTAIOTHCS B1Jl 3BUYANHOIO 3BYKY, MOXKYTh
BiAMIYaTUCS cyioMu. CMEpPTh HaCTa€ B CEPEIHLOMY Yepe3 1-2 poKu BiJl TOYATKY
3axBoproBaHHs. CrnienudiyHe J1KyBaHHS aMaBpOTUYHOI 17110T1i HE PO3POOIIEHO.
MoskIMBe BCTaHOBJICHHS I€TEPO3UTOTHOTO HOCISI MyTaHTHOIO I'eHa B 0aThKIB XBOPHUX.
VY BuIaJIKy BariTHOCTI K1HKH, F€T€PO3UTOTHOT 32 TEHOM aMaBpPOTHUYHOI 17110T1i Tes-
Caxkca, TOLUIbHE JOCHIPKEHHSI FTeKCOaMIH1JIa3u-A B aMHIOTUYHIN P1IUHI, OTPUMAHO1 Ha
18-20-# TroxAeHb BariTHOCTI. [Ipu 3HaUHOMY 3HMKEHH1 T€KCOAMIH1Aa3u-A MOKa3aHe
MITy4YHE MTepEPUBAHHS BariTHOCTI.



Xeopooa Tesa-Cakca




MYKogICcUUu003 TpallJsIE€EThCA B JIFOACH 01101 paCH, B TBPOIIl —
1:2800-1:9800. OmHakoBO 4acTO XBOP1HOTH OOKAB1 CTAT1 3 HEBEIUKOKO
IIepEeBarol0 XJI0MYMKIB. YacTO BCTAaHOBIIOETHCS KPOBHE CITIOPITHEHHS
MIK pOAAYaMU. YCIAaJKOBYETHCS 32 aBTOCOMHO-PEIIECUBHUM THIIOM.
['eH, 1110 B1IMOBIJA€E 32 PO3BUTOK IIHOTO 3aXBOPIOBAHHS, JTOKAII3YyEThCS
Ha JOBIrOMY ILJIEYl XpOMOCOMHM /( 1 CKIaaaeThbes 13 250 Tuc. map OCHOB.
I{ewn ren xomye 0110k CFTR (Cystic Fibrosis Transmembrane Regulator)
— TPaHCMEMOpPaAHHUM PETYIATOP KICTO3HOIO (P10po3y. DYHKIIIS [IBOTO
OLIKa 40 KIHII HE 3’ scOoBaHa, OJHAK B1OMO, 1110 B1H € YACTUHOIO

HAM® — 3aJI€’)KHOTO XJIOPHOTO KaHaJy, SKUW 3/I1MCHIOE TPAHCIIOPT
10HIB XJIOPY Ta HATP1I0 4yepe3 MEMOpaHu eniTealanbHuX KITHH. Hoclsamu
myTaiii resa CFTR € 6nmu3bko 3 % nopociioro 01710ro HacEeNEHHS, OHAK
y T€TEPO3UTOT CHOCTEPITalOThC JHIIIE JETK1 3MIHM TPAHCENITEI1aIbHOIO
TpaHCIOPTY 0€3 AKNX-HEeOyIb KIIHIYHUX MPOSBIB.

BcraHOBIE€HO, 110 IPH IIBOMY 3aXBOPIOBAHHI MYKOCEKPETOPHI 3aJI03U
BUJILISIOTH B'SI3KUM CIIM3, 110 € OCHOBHOIO IMMPUYMHOIO IIATOJOT1L: 3M1HA
3aJ103 CJIIM30BO1 pOTa, CTPABOXOY, KMIIICYHHUKY, IT1AILIYHKOBOI 3aJI03H,
HOCa, CHHYCIB, Tpaxei, OpOHXIB 1 T.J..
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Xeopooa Binvcona-Konoeanosa

CnaIkoBe 3aXBOPIOBAHHS, IO XAPaKTEPU3YETHCS MOETHAHHAM [IUPO3Y
MEYIHKH 3 TUCTPOPIYHUM MPOIECOM Y TOJJOBHOMY MO3KY,
YCIaJKOBYETHCS 32 ABTOCOMHO-PEIIECUBHUM TUIIOM. [[JIs1 TpOsBY
3aXBOPIOBAHHS MAlOTh 3HAYEHHS €K30IN€HHI BILUIMBHU, 110 YPAXKYIOTh
Ne4vlHKY (IHTOKCHKAIlli Ta iH@ekIii). OCHOBHY poJib y ITaTOreHe31
remaronepeOpaibHOl AUCTPOPIi BIAITPAIOTh TEHETUYHO 3YMOBJICHI
NOopyIIeHHs: 0OMIHY OUIKIB 1 Mijl. [TopyieHHs: cuHTE3y OUIKIB BEAE J0
rirnepaMiHOAlUAYpii 1 FIIONPOTEIHEMI, CTpakaa€ i 0OMIH HYKJICOTH/IIB.
Oco0a1BOTO 3HaYCHHS HA0yBa€ 3MEHIIICHHS BMICTY LIEPY/IOIIIa3MIHy —
Ol1Ka, IKWM MICTUTh M1Jib 1 BOJIOA1E (PEpMEHTATUBHUMM BIIACTUBOCTSIMU
OKCHA3U. Y pe3yJbTaTl M1Jib BUSBISETHCS CIIA0KO 3B'sI3aHOIO 3
aIb0yMIHOM 1 aMIHOKHCJIOTaMHU KPOBI, JIETKO BIAIICIUIIOETHCS B1Jl HUX, Y
BEJIMKIN KUJIBKOCTI BUAUISIETHCS 13 CEUCIO 1 BIAKIAIAETHCSA Y TKAHUHAX,
TOJIOBHUM YWHOM, Y MEYIHI[l, TOJJOBHOMY MO3KY 1 POTIBIII.




Xeopooa Binbcona-Konoganosa




bioximMiyHI MeTOAM
Bigzomo monazg 2500 cmagkoBHX 3aXBOPHOBaHb,
3yMOBJICHUX A€(EKTaMHu OOMIHY PEYOBHH. 3T1JHO 3
knacudikamero BOO3 cnaakoBl aedekTtrd oOMIHY
PEUYOBHH IOJALISIOTHCS 34 MOPYIICHHIMMU:
* aAMIHOKHCJIIOTHOIO OOMIHY;
* BYIJICBOOHOI'O OOMIHY;
* JIIHIJHOrO OOMIHY;
* CTEPOITHOIO0 OOMIHY;
* IIYPHHOBOIO 1 NIPUMIJUHOBOIO OOMIHIB;
* aHOMaJI1l OOMIHY METAJIB;
e OOMIH y pEYOBMH B e€pUTpoOMTaxX 1 IX
MOPYIICHHS Ta 1H.




JTHK-niarHocruka

Y 1990 p. monekynasapHo-reHeTruuH1 J1adoparopii CIIIA,
3axigHoi €Bpomnu, Pocii 1 SnoH1i nOpucTynuiad  ao
3M1MCHEHHS. MDKHapoaHO1 ITporpaMu «I €HOM JTIOIuHI.

[IporpamMa BKJIrO4ajia TpU HTUKAANPSIMKH:

1) kapTyBaHHA TI€HIB JIIOAUHA 1  3'ICyBaHHS
HYKJIECOTHHOI ITOCI1I0BHOCTI JIOJCHKOTO reHOMA.

2) CTPYKTYpHO-(YHKI[IOHAJILHE BUBYCHHS T€HOMA.

3) MEIMYHY FT'€HETUKY 1 TEHOTEPaMIIo.

JI7s1 BUPIIIEHHS TOJOBHOTO 3aBIAaHHS 1€l OpOrpamMu —
3'ICyBaHHS HYKJICOTHAHOI MOCIIJOBHOCTI  JIIOACHKOTO
r€HOMa — BUKOPUCTOBYIOTb MeTOAU cekBeHyBaHHs JIHK.

\

[le ckiagHa MeETOAMKA, IO JO3BOJSE PO3MM(PYBATHU
nociaiaoBHICTh HykieoTuaIB JIHK. B manwuit yac ctpykrypa
JIHK 1roguau po3mu@poBaHa NPaKTUYHO IIJIKOM.




AHK-OlazHoCcmukKa — MOJ1eKYNNAPHO-

reHeTUYHUNN MeTO/d, AKNA 3aCTOCOBYHOTb AJ15.

1) pgiarHocTukum GinbLie HXK 1000 MOHOreHHUX 3aXBOpPHBaHb;
2) NpecuMnToMaTUYHOI AiarHOCTUKW, KON KIiHIYHO XBopoba
NPOABNAETLCA Ni3HILWe (XBopoba KoHoBaoBa-BinbcoHa);

3) NMpeHaTasibHOI A4IarHOCTUKK NaigHoro martepiany (BOpCUHKN
XOpioHa, KNITUHU aMHIOTUYHOI piguHN);

4) npeiMmnnaHTauiiHol giarHoCcTuku (3annigHeHa suuekniTuHa,
O 4INUTbCSA in Vitro),

5) igeHTudikayil ocobucTocTi (reHoMHa gaKTWU/IoCcKonis) Ta
BCTaHOBJ/IEHHA POAVHHOCTI B Cy40Bi MegULIHI;

6) AIarHOCTUKKU IHMEKUIMHUX 3axBoplBaHb (BUsBMeHHA [JHK-
abo PHK 36yaHukiB BIJ1; renatuTtie B, C, D, E; TORCH-iHheKLUi
— TOKCOM/1a3smos, KpacHyxa, repnec, uMtomerasiosipyc);

7) LOIarHOCTUKN OHKOJIOMYHUX 3aXBOPHOBaHb;

8) B NepCneKTuBi — 4J/19 CTBOPEHHA reHeTU4YHoro nacnoprta 6yab-
AKol moguHu (aHanis myTaui, Wo BigNoBIiAaTb 3a reHHi
XBOpPO6 U, CXUMbHOCTI 0 OHKO3axXBOpHBaHb).




baxaro ycmixy!



