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[IuTaHHA nekuir:

1. [eHHI (MoneKyndapHi) Xxsopobu

2. [iarHocTuKa, nikyBaHHSA | npodinakTuka
crnagkoBUX 3aXBOPHOBaAHb



1. F'eHHI (MoneKynspHi)

XBOpooOwu




MyTauil — npu4YnHM cnagKkoBUX
3axBOpHOBaHb

s ETIONOrN4YHMMM pakTopamm cnagkoBuUx
3axBOpOBaHb € MyTauUil:
reHoOMHi (3MiHa 4YmMcna XpPoMOCOoM)
XPOMOCOMHI (3MiHa CTPYKTYPU XPOMOCOM)
reHHi (MONeKynapHi)



[eHHI MyTauil

= [€HHI MyTaUil NoB’A3aHI 3:
BUNaaiHHAM (geneduir)
aoogaBaHHAM (iHcepuil)

nepecTaHOBKOK HyKNeoTuaiB y reHi (iHeBepcil
abo 3aMiHW)



Examples of notable

Mutations

— ~—

Selection of notable mutations, ordered
in a standard table of the genetic code
of amino acids.

Chinically important missense

Amino acids
[ sasic
O Acidic

[ Polar

AF508
deletion 2nd base
in cystic
fibrosis U C A G

wU(M)W\’W.{ UCU (SeerS) Serine UAU (TyuY) Tyrosine v | UGU(Cys/C) Cystene

R g p
U UUC (Phe/F) Phenylalaning UCC (SertS) Serine mm]m'—o-}(' UGC (Cys/C) Cystene

UUA (LewlL) Leucine UCA (Sew'S) Serine UAA Ochire (Stop) Opal {Stop)

§ UUG (Lewl) Leucne UCG (Set7S) Senne UAG Amber (Stop) UGG (Trp/W) Tryptophan [
! [

g CUU (LeudL) Leucne CCU (Pro®) Prosine | CAU (HisH) Hissane ",/ 8] CGU (AQR) Argnine “
£ ' T NG
i c CUC (LeulL) Leucine CCC (ProfP) Proine ,-\»( !ucomnm‘" (ArgR) Arginine 1./
© CUA (LeuL} Lewzine CCA (Pro/P) Protne (GINQ) Glutamine ,:>'(, (ArgR) Arginine
s ) i

CUG {LewL) Leucing e CCG (ProfP) Prone CAGMGtmhL CGG (ArgR) Arginine

*
§ AUU (o) Iscleucine ACU (The/T) Theoonine AAU (AsoN) Aspsragine ™, | AGU (SeriS) Serine
r" ~

; A AUC (i) Iscleucine ACC (The!T) Theeonine AAC (AsvN) Asparagine AGC (Ser/3) Serine
7 AUA (fie1) Isoloucing _ ACA (The/T) Threonine AAA (Lys/K) Lysine ’ AGA (Ap'R) Arginine

AUG (MetM) Methionine AAG (Lys) Lysine AGG (ArgR) Arginine ==,

GUU (ViV} Vakne GCU (AlwA) Alsnine ‘ GGU (GIG) Giycine

G GUC (ValV) Vaine GCC (AW'A) Alanine GGC (GY/G) Glycine

GUA (ValV) Valine

GGA (Gly'G) Glyone

GUG (ValiV) Valne

GGG (Gl/G) Ghycine

= Nonsense

Friedreich’s ataxia



m [eHHi xeopobu — pi3HOMaHIMHI 3a
KNIHIYHUMU MposieaMu 3ax80pH8aHHH,
3yMOoeJrieHI 2eHHUMU Mymaulsamu

s XapakTepHUM € MeHaeneBCbke
ycnaakyBaHHSA

s BiOXuneHHs Big MeHOeneBCbKO-
MOPraHIiBCbKMX NpaBuil MOXYTb OyTU MOB’
A3aHUMMU I3 PEHOTUNOBUMUN edpeKkTamm
reHiB (NneTanbHICTb, CTEPUNbHICTDb)



= 3ararnbHa YyacTtoTa reHHUX XBopoo y
nonynsauil cknagae 1-2%

s YMOBHO, HYaCTOTYy N’eHHUX 3aXBOPKOBAHb
BBaXXadlOTb

8UCOKOH0, AKLLO BOHA 3yCTpIYaeTbCA 3
4aCTOTOHO
1 Bunagok Ha 10.000 HoBoOHapoaAXKeHUX

cepedHboro - 1 Ha 10.000 - 40.000
HOBOHaPOAXEeHUX

| Oani - HU3bKOHO



« OgHa n Ta X reHHa xBopoba Mmoxe
3yMOBMOBaTUCA PI3HUMU MyTaLiaMU

= Hanpwuknapg, y reHi MyKoBicLuUao3y
onuncano 6inga 200 myTauin, wo
BUKIMTMKAKOTb XBOPOOY

s [loHag 30 naTonoriyHKMx myTauin BiAOMO
ONA reHa eHINKeToHypIl



= MyTauii, wo
BUKITUKAKOTb
cnagkoBsi
3aXBOPIOBaHHA,
MOXYTb 3MIHIOBATU
CTPYKTYPHI
TPAHCNOPTHI U
eMOpioHanbHi
Oinku
depMeHTHU

MyTaHTHUMX
anenb

TPHK -[ 3MiHN }

B CTPYKTYPpI
pPHK <= PiK
5 iPHK
* TPAHCMNOPTHUM
* CTPYKTYPHUN 3MiHeHuUNn
* (bepmeHT Ginok
* eMbpioHaNbHUM 1

3MiHa
B MeTaboni3mi

!

OpraHiam —<ges=s KnituHa



[lepBUHHI epeKTU MYTaAHTHUX
anenise

a [lepBUHHI ePeKkTU MYTaHTHUX anesniB MOXYTb
npoaBnATUCA B 4 BapiaHTax:
BIACYTHICTb CUHTE3Yy NoninenTuaHoro naHuyrra
(binka)
CUHTE3 aHOMaribHOro 3a NepBMUHHOK CTPYKTYPOH
noninenTuaHoro raxdutora (dinka)

KiJIbKICHO He4OCTaTHIN CUHTE3 NoninenTuaHoro
naHutora (b6inka)

KifIbKICHO HAOANMULWKOBUU CUHTE3 NoninenTuaHoro
naHutora (b6inka)



Yac nposaBy cnagkoBoOro
3axXBOpIOBaHHA

s Yac npoaBy cnagkoBOro 3axBOpHOBaHHA
3aneXxuTb BiA4 poni NPoAYKTIB NOPYLUeHUX
reHiB:

XBOPOOU, BUKIMKAHI NOPYLUEHHAMWU TPAHCKPUNLINHNX
drakTopiB, NPOABNAITLCA BHYTPILHBLOYTPOOHO

npu natonoril PepMeHTIB — Ha 1-OMy poLi XUTTHA
npu nartonoril peuenTtopis — Bia 1 poKy Ao
nydoepTaHTHOro nepioay

npu natonorii MoaynaTopis OINIKOBUX QOYHKUIN — Y
paHHbLOMY AopocrioMmy nepioai oo 50 pokiB



PeHOTUNOBI e(PeKTU
NaToNIOriYHUX MyTauin

BKITIOHAIOTb

rneTanbHICTb Ha PaHHIX CTagiaxX PO3BUTKY
3apoaka, oo imnnaHTaul.

Lle npoaBnsaeTbca y BUrNsAAl 3a4artTd, LWo He
BigOynoca (imnnaHTauil), y depTUrbHUX XKiHOK
NpyY HOpManbHOMY CTaTEBOMY XUTTI



AKLLO pO3BUTOK eMOpiOHa He 3YNMNHUBCH
Ha paHHIX cTagiax, To PEeHOTUMNOBI ePEKTH
MOXYTb popmyBaTtuca y surnaai 3
BapIaHTIB:
aunamopddoreHes (YpoakeHi Baan po3BUTKY),
nopyweHnn oomMiH pe4YoOBUH,

3miwaHi edoekTn (Qn3amMopdooreHes i
aHOMaJsibHUN OBMIH PeYOBUH)



FTeHOKOMII

s MyTauil pi3HMUX reHiB MOXYTb NPMU3BOOUTH
00 noaidHUX eHOoTUNOBUX edEKTIB,
noAibHOI KNIHIYHOT KApPTUHU

m [eHokonis1i — ue nooibHicmb
geHomurnosux nposieie Mymauiu pi3HUX
2eHis



FeHOKOMIl

MyTaHTHUM MyTaHTHUM
reH 1 reH 2

NMaTonoriyHum NMaTonoriyuHun
deHOTUN deHOTUN

eH 2

Binok

NeH 1



Knacudukauina reHHUx xsopo6

» Knacudikauis reHHUX XBopob Moxe ByTM reHeTUYHOHO,
KNiHIYHOKO, MaTOreHeTU4YHor

= Y 3anexHOCTI Big yHKUil NepBUHHNX NPOAYKTIB
BiAMNOBIAHUX rEHIB reHHI XBOPObK NoAiNnanTbCca Ha

cnagkoBi NoOpyLeHHS ePMEHTHUX CUCTEM
(dbepmeHTONaTil abo eH3Mmonarir)

nedekTun BinkiB Kposi (remornobiHonarir)
nedekTn CTPYKTYpHUX BinkiB (konareHoBi XBopobn)

reHHi XBopoobu i3 He3’'AcoBaHUM MNEPBUHHUM DIOXIMIYHNM
nedpekTom



= Y BIANOBIQHOCTI 4O reHETUYHOro NpUHUUNny

Knacudikauil reHHi XBopobu MOXXHa NoainnTu
Ha rpynu 3rigHo i3 TMnamuv ycnagkyBaHHA:

ayTOCOMHO-OOMIHAHTHI

ayTOCOMHO-PeLEeCUBHI

X-34enneHi JOMIHAHTHI

X-34enneHi peyecunBHi

Y-34enneHi (ronaHapuyHi)

MITOXOHApPIaNbHI.

= [aKa KnacuikaLia gonomMmarae BM3Ha4ynMT BuA
MeOuKo-reHeTU4YHOI AoONOMOru



» KniHiyHun npuHumMn knacudikauii BU3Ha4yaeTbCH
3any4deHicTio 40 NaTosorYyHOro Npouecy pPi3HMX CUCTEM
| OpraHiB:

s PO3pi3HA0Tb cnagkoBi XBOpoOU

HEepBOBI

HepPBOBO-M A30BI

LLIKIPHI

OYHI

OMOPHO-PYXOBOro anapary
€HOOKPUHHI

KPOBI

cepueBo-CYyaMHHOI CUCTEMU
NCUXIYHI

cedocTaTteBOl CUCTEMU Ta iH.



=« [laTOoreHeTu4yHa Knacudpikaudia noginsge
cnaakoBi XBopobu Ha 3 rpynu B
3areXHOoCTI BIA OCHOBHOIO
naToreHeTUYHOoro naHutora:
cnagkoBi XBopobu 0OMiHY pe4oBUH
YpOooXeHi Baau po3BUTKY (MOHOMeHHOI
npupoam)
KOMOIHOBaHi cTaHu



= CNaaKoBi XBOpPoObu oOMiHY pe4yOoBUH
No4iNAaATb 3a TUNamMmm ooMiHy:
NOPYLUEHHS BYrNEBOAHOMO
aMiHOKMCNOTHOro OOMIHY
OoOMiHY BiTaMiHiB, Nninigis, MeTanis Ta iH.

[1o cnagkoBux 3axBoproBaHb OOMiHY pedHoBUH
HanexaTb pepmeHTONaTIl (eH3umMmonarii)

B ocHOBI dpbepMmeHTONaTIN NnondaratoThb:

= 3MiHW aKTUBHOCTI pepMeHTa

s 3HWXKEHHS IHTEHCUBHOCTI Noro cnuHteay (y retepo3urot 50%
aKTUBHICTb (bepMeEHTAa NOPIBHAHO 3 HOPMAasibHUM CTaHOM)



femornoOiHonarTil

= [ pyna 3axBOprOBaHb, LLO BUKITNKAOTLCH
nepBUHHUM AedeKTOM nenTUugHuX
naHuyroriB reMornoO0iHy | NoB’A3aHNMU 3
LM NOPYLUEHHSIM MOro BNacTUBOCTEM |
doyHKUIN (MeTremornobiHonaril,
epuTPoOLINTO3Un, cepnonoaioHoO-KNITUHHA
aHeMis, Tanacemisa T1a iH.)



KonareHoBi xBopoOu

s XBOPOOU nopyLLueHHA OOMIHY Cnony4Hol
TKaHUHU

s B OCHOBI - reHeTU4HI AedeKTun
OioCMHTe3y n pynHauil KonareHy —
KOMMOHEHTAa CNOJSTy4YHO! TKaHUHU (XBOpOba
Enepca-[aHno, xsopoba MapdaHa)



i Cunapom Enepca-aHno:
B - PO3TSKHICTb LLKipK
* pyoui Ha nooi









CnagkoBi XBOpOOM OOMiHY
aMIHOKUCHOT

» HanuuncneHHiwa rpyna cnagkoBux 3axBoptoBaHb OOMIHY
PEe4YoBUH

= Mawnxe BCl ycnagkoBYHOTbCA 32 ayTOCOMHO-
peuecCMBHUM TUMOM

» [pnurHa 3axBoptoBaHb — HEOOCTATHICTL (DEPMEHTA,
BiNOBiAANbHOro 3a CUHTE3 aMiHOKUCNOT

= XBOPOOW CyNpOBOOXKYIOTLCA ONFOBOTOHO |
3HeBOAHEHHSAM opraHiamy, netrapriyHMm ctaHom abo
30yaXeHHAM | cyaomamum

= Y JopochniwomMy Bill NpoAaABAAETLCA MPUTrHIYEHHSA
PO3YMOBOIO | PISUYHOIO PO3BUTKY



PeHinkeToHypia (PKY)

= Ynepuwe onncaHa O. Peninrom y 1934 p.

s Y XBOPUX NOPYLUEHO NepeTBOpPEHHS
aMIHOKUCNOTU dpeHinanaHiHy B TUPO3UH 4Yepes
Pi3Ke 3HUKEHHA aKTUBHOCTI OePMEHTA
doeHINnanaHiHrigpoKcunasu

= BHacnigok BMICT peHinanaHiHy B KPOBI | cedi XBOpUx
3Ha4yHO 3pocCTae

» [ani geHinanaHiH nepetBoptoeTbCA B cheHin-MNBK,
sIka € HEUPOTPOMNHOK OTPYTOHO | NOPYLUYE
dopmyBaHHA MiENIHOBOI OOOTOHKM HABKOJ10 aKCOHIB
LeHTpanbHOI HEPBOBOI CUCTEMU
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BioxiMi4Hi «Grokn» npu cnagkoBMx NOPYLUEHHAX OOMiIHY aMiHOKUCHOT:
1) ®KY; 2) anbbiHi3Mmi; 3) ankanToHypii; 4) ypoaXeHin HeJOCTaTHOCTI
TUPOKCUHY



®KY 3ycTpivaeTbea y cBiTi 3 Yactotoro 1 Ha 1000
HoBOHapodkeHux. OgHak 3a LM NOKa3HMKOM € 3HaYHI
BIAMIHM MK MONynauigsMu:

1:2600 y Typuil

1:4500 B lpnaHail
1: 30000 y LWBewuii
1:119000 B AnoHil

YacToTa retepo3nroTHOro HocincTea y OisibLLIOCTI
eBponencbknx nonynsauin ctraHosntb 1:100

Jlokyc (peHinrigpokcunasmn) po3TalloBaHuii y JOBroOMY
nnedvi 12-1 xpomocomu. MoXxnmBoto € MOneKynsipHo-
reHeTUYHa AgiarHoCTuKa i BUABIIEHHS reTepPO3NUroTHOro
HOCINCTBA.

Xeopoba ycriadkogyembcCsi 3@ aymoCOMHO-PeUECUBHUM
muriom



= Binomo gekinbka qoopM EeHINKeToHypIl
(PIBHAKOTLCA 3a TAXKICTIO)

. _I__I,e_rlos’ﬂsal-!o 3 I_-IaFIBHiCTPO 4-x aneniB reHa i
IXHIMW KOMODIHaUiasMN

s [nTVHa 3 PEHINKETOHYPIED HapOAKYETLCA
3A0POBOIO, are B NepLui X TUXHI y 3B'A3KY i3
HaOAXOMXKEHHSIM (heHINanaHiHy 4o opraHiamy i3
MOJTIOKOM MaTepi pO3BUBAETLCA NiABULLIEHA
30yAnuMBIiCTb | CyAOMHUN CUHAPOM,
CXUINbHICTb A0 AePMATUTIB, CeYa | MOT XBOPMX
MalOTb XapakTepPHUN « MULLAYUU» 3anax, ane
ronoBHMMu cumntomamum ®KY € cyaomHi
Hanagu n onirogpeHis



BinbLWicTb XBOPUX — OFIOHAMHM i3 CBITNOIO LWKIPOKO i
OnakKMTHUMM ouynma (HeJOCTaTHIN CUHTE3 MENaHiHY)
LiarHoctuka ®KY: kniHi4HI gaHi, bioxiMiyHMK aHani3 cedi (Ha
doeHin-rNBK), kposi (Ha peHinanaHiH)
[na uboro gekinbka Kpanenb KpoBi Ha inbTpoBanbHOMY narnepi
nigoatoTbe XpomaTtorpadii i BU3Ha4aroTb BMICT dpeHinanaHiHy
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0
S

lHO4I 3acTOCOBYIOTL npo‘?y @eniHra — 00 2,5 MI1 CBIXKOI Ceui
anTrHu gopatotb 10 kpanenb 5% PO34YNHY TPBOXXITOPUCTOrO
3anisa Ta ouToBoOl KucnoTtu. lNosiea CMHLO-3€MEHOro
3abapBrieHHs BKa3ye Ha HasIBHICTb 3aXBOPHOBAHHS

JlikyBaHHA PKY nobpe po3pobreHo i nonsarae y NpusHadyeHHi
XBOPOMY Ai€TU (0BOMI, OPYKTH, BapEHHS, Mea) i cneLianbHo
0bpobreHunx rigponisaTiB OifKiB i3 HU3bKUM BMICTOM
theHinanaHiHy (nocenak, KeToHin, MiHadoeH Ta iH.).
MapkupoBka npoaykuii
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=« Ha gpaHum yac pospobneHo metToaou
AOMNOSIorosol AlarHOCTUKWU

s PaHHA giarHocTuka | npodinakTnuyHe
NikyBaHH4A 3anobirae po3BuUTKY XBOpobu



AnbOiHI3M (OYHO-LLUKIPHUN)

= 3axBoptoBaHHS onucaHo y 1959 p., 3ymoBneHo BiACYTHICTIO
CUHTEe3a (pepmMeHTa TUPO3NHa3U

x Y XBOPUX
3HeDbapBneHHs LLKipW, BONOCCS, OYeu, He3anexHo Big pach |
BiKYy
LLIKIpA XBOPUX POXEBO-4EpPBOHA, abCONOTHO HE NiaOaETbCS
3acmasi. Mae cxunbHICTb 40 3MNOAKICHUX HOBOYTBOPEHb
Bosioccs bine abo xoBTyBarte

pangyxka cipo-dnakuTHOro Konbopy, ane moxe dyTu 1
pPOXeBaToK Yepes Biga3epKaneHHs CBiTNa Big 04HOro gHa

CUNbHWUI OCTpax CBITNa, 3ip 3HMKEHWM | HEe MNOKPAaLLYETbLCS i3
BIKOM.

=  AnbbiHi3M 3ycTpivaeTbesa 3 YactoToro 1 Ha 39.000,
yCrnaaKoBYETbLCS 3a ayTOCOMHO-PELECUBHUM TUMOM

= [eH fiokanisoBaHMn Ha gosromy nneui 11-1 xpomocomu
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1) PKY; 2) anb0OiHi3mi; 3) ankanToHypii; 4) ypoaXeHin HeaoOCTaTHOCTI
TUPOKCUHY









Pangyxka npu anbOiHi3mi




AnKanToHypiA

= [lepwe onncaHe reHHe 3axBoptoBaHHA (1909 p., A.
Mappopa)

s YPOOKeHe NnopyLeHHA obMiHy (peHinanaHiHy i
TUPO3UHY (HeaocTaTHICTbL romoreHTu3ar-1,2-
AlOKCUreHasm), L0 XapakTepusyeTbCsl eKCKpeLieto
FOMOreHTU3NHOBOI KUCMNOTHU i3 CeYero

= KniHI4YHO 3a3BMYamn NposABNAETLCA OCTeoapTPpUTamMmn

= [lpn 30epiraHHi cevi abo godaBaHHI Nyrn ceva TeMHIE
(Hacnigok yTBOPEHHS NPOAYKTIB noniMepu3aadil
FOMOreHTU3UHOBOI KUCIOTW)

x OXxpoHO3 (Hanpuknaa, obnakntHe 3abapBrieHHS BYX) |
apTpuTK
= JlikyBaHHA cMMnTOMaTUYHe
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d
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BioxiMi4Hi «Grokn» npu cnagkoBMx NOPYLUEHHAX OOMiIHY aMiHOKUCHOT:
1) ®KY; 2) anbbiHi3Mmi; 3) ankanToHypil; 4) ypoaXeHin HeQOCTaTHOCTI
TUPOKCUHY



AmMiHoauunaypil

= AMiHoaumaypii - BUBeAeHHs NiagBULLLIEHOI KiNTbKOCTI
aMiHOKMCIIOT i3 cedeto abo HasABHICTb Y cedi NPOAYKTIB
IXHBOro OOMiHY, SIKi B HOPMi HE MICTATLCS B Hil
(Hanpuknag, KeToHoBI Tina)

s P03BMBaETLCA nNepeBaxHO BHACMIAOK criagKoBuX
NopyLweHb TPaHCMNOPTY aMiHOKUCIIOT Yepes eniTeniu
HUPKOBUX KaHanbLIB

» CymapHa 4actoTa pi3HuXx ypiu (Bknrovatroun OKY) cqarae
(3a oesknmu, ckopiwie 3aHmxeHnmMmu, ouiHkamm) 1:200
HOBOHapPOAXKEeHUX



» CumnToMamu 3axBOpPIOBaHb €:
oiaped
3aTpuMKa po3yMOBOIro PO3BUTKY
eninenciga
aTakciga
ypaXkKeHHSA NeyYiHKU
bntoBoTa
3auLLlKa



= JlikyBaHHSA NpoBOAATL IHAMBIAYANbLHO
(3anexHo Big KOHKpeTHoro gedoekra)
aieTa i3 3HMKeHUM BMICTOM Binka
NPUNOM BENUKOI KINTbKOCTI BOAuU

nigny>xyBaHHA cedi Ans 3anobiraHHS
YTBOPEHHIO KAMEHIB



cnagKkoBl 3aXBOPHOBaHHA, NOB’A3aHI 3
nopyLweHHAM OOMiHY ByrneBoaiB

= Byrnesoan BxooAaTb OO0 cknagy HU3KK
BioNoriYyHo-akTUBHUX PEYOBUH — FOPMOHIB,
doepMeHTIB, MyKonosicaxapuais, WO BUKOHYHOTb
eHepreTUYHy | CTPYKTYPHY QOYHKLII

= BHacnigok nopylweHHs1 ByrneBogHoro oomiHy
PO3BMBAETLCS FMiKOreHoBa XBopoba
(rmikoreHo3u — 7 TUNIB), ranakro3emis Ta iH.



[nikoreHoBa xBopoba
(rmikoreHo3u)

= [loB'A3aHa I3 nopyLeHHAM CUHTE3Y U po3naay
[MiKOreHy — TBapMHHOIO KpoXmarito

a [NIKOreH — geno rnoKo3n B opraHiami

= [lpn nopywieHHI npoueciB CUHTE3Y N yTUnisauil
[MIKOreHy y noauHN po3BUBaAOTLCA PISHI TUNK
rmikoreHo3siB

» [10 HUX HanexaTb xBopoba lNipke, xBopoba
MMomMne Ta IH.



mikoreHo3 (I Tun — xBopoo6a lipke)

[TepeTBOPEHHS MIKOreHy B IMIOKO3Yy He BiabyBaeTbLCA, No3ask
BIACYTHIN pepMeHT rntoko-6-dpocartasa, SKu perynoe piBeHb
[TTFOKO3M B KPOBI

BHacnigok y XxBoporo po3BnBa€ETLCS rinornikemis

Y neuviHui, HUPKaX i CrIN30BIN KULLIEeYHMKA HAaKOoMNYYETbCS 1iKOreH
XBopoba ycnagkoBYETbCS 3@ ayTOCOMHO-peLleCUBHUM TUIMOM

Bigpasy  nicna Hapoa)XeHHs roNnoBHUMI CUMMNTOMaMM XBOpPOOU €
rinornikemiyHi cyaomu i renatomerarnisf (36inbLLIEHHA NEYIHKW)

3 1-ro poKy XuUTTS Bia3HaA4Ya€eTbCA 3aTPUMKa POCTY

XapakTepHUM € BUIMSO XBOPOro: Beriuka rosioBa, «nsifibkoBe
oonuyya", KOpoTKa Wis, XUBIT, WO BUNMHae. Kpim Toro,
Biu3HaL|a+0Tbc;| HOCOBI KPOBOTEMI, 3aTpMMKa (DI3UYHOIO | CTAaTEBOIO
PO3BUTKY, M'I30Ba MNOTOHIA. [HTENEKT Npy LbOMY HOpManbHUI. Y
KpOBI NiABULLYETbCA PiBEHb CEYOBOI KUCNOTU, TOMY 3 BIKOM MOXe
PO3BUHYTUCS Nogarpa

AK nikyBaHHA 3aCTOCOBYETLCSA AIETOTEpanifA: YacTuii NPMNUOM ixi,
NiABULLLEHUI BMICT BYrNeBOAIB i 0OMEXEHHS XMPIB y Oi€Ti
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[[anakrosemis

» BinbyBaeTbca HakoNUUYeHHS y KpOBI XBOPOTO ranakTosu, Lo
NPM3BOANTL [0 YPaXKeHHs baraTboX OpraHiB: Ne4iHKMy,
HepBOBOI CUCTEMU, OYEU Ta iH.

= CumnTOoMN XBOPOOU 3’ABNAIOTLCA Y HOBOHAPOXKEHMX NiCNs
NMPUNOMY MOFOKa, OCKiNbKM ranakro3a — cknajoBa YacTuHa
MOJIOYHOIO LIYKpPY NaKkTo3u

= [lpu rigponisi nakTo3n yTBOPIOKOTLCA MMH0KO3a | ranakrosa
s OcTaHHa HeobxigHa Ansa MieniHi3auil HepBOBMX BOMOKOH

= [lpy HAONULLKY ranakTo3u B opraHiami BOHa B HOPMI
NepeTBOPIOETLCA Ha MMIOKO3Y 3a 4OMNOMOrol oepMeHTa
ranakTo3o-1-gocdart-ypuamnn-tTpaHcdepasu

a [1pn 3HMXKEHHI aKTUBHOCTI LibOro doepMeHTa BiAbyBaETLCS
HaKonuyeHHsA ranakroso-1-¢pocdaty, TOKCUYHOro Ans
nevyiHKU, MO3KY, KpULUTaNumnKa okKa



XBopoba NpoABnAETLCA 3 NePLUNX OHIB XUTTA posnagamu
TpaBreHHS, IHTOKCKKauieto (MpoHocoM, DnOBOTOLO,
3HEBOQHEHHSAM)

Y xBopux 36iNbLYETHCA NeYiHKa, pO3BMBAETLCA NMeYiHKOBa
HeAOCTaTHICTb | XKOBTAHULUSA

Buasnsaetbca Katapakrta (MOMYTHIHHA KpuLllTanuka oka),
po3ymMoBa BigcTanictb

Y Oiten, WO NoMepnn Ha NepLloMy poLl XXUTTS, NPU PO3TUHI
BUABIAIOTb LUPO3 NMEeYiHKN

HanTouHIilWwnMmM metogamm AiarHOCTUKM ranakTo3eMil €
BU3HA4YeHHA aKTUBHOCTI pepMeHTa ranakro3so-1-cgocdar-
ypuauntpaHcdepasm B epuTpoLMTax, a Takox rajiaktosun B
KPOBI i cedi, ae piBHi 1l 36inbLEHO

[pn BMKNIOYEHHI 3 XXI MOIOKa (Axepena ranaktosi) i

PAHHbOMY NPU3HAYEHHI OIETU XBOPI OiTU MOXYTb HOPManbHO
PO3BMBATUCH

Tun ycnagkyBaHHA ranakto3emMil — ayTOCOMHO-PeLeCUBHUN.
[eH niokaniaoBaHM Ha KOPOTKOMY nnedi 9-1 XpoMOCOoOMM.
XBopoba 3ycTpivaeTbes 3 Yactotoo 1 Ha 16.000
HOBOHapPOXKEeHUNX
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cnagKkoBl 3aXBOPHOBaHHA, NOB’A3aHI 3
NOPYLUEHHAM HinigHOro ooOMiHy

= CragKoBi XBOpobwu oOMIHyY ninigis
(ninigo3un) NoainarTbCA Ha ABa OCHOBHUX
TUNW:

BHYTPILUHBbOKNITUHHI, 3a SIKMX BiAOyBa€eTbCH
HaKonM4eHHA ninigiB y KNiTMHax pPi3HUX TKaHUH

XBOPO6OM 3 NOpYyLLUEHHSAM MeTaboniamy
NINONPOTEIHIB, O MICTATbLCA B KPOBI



s [10 Yncna petenbHO BUBYEHUX CcNadKOBUX
3axXBOPKOBaHb MNinigHOro oobmiHa rnepLioro
TUNY Hanexartb:

xBopoba [oLie
xBopoba HimaHa-[lika
amaBpoTh4Ha igioTia (xBopoba Tea-Cakca)



XBopoba [owe xapakTepnsyeTbCA HaKONUYEHHAM Liepebposunais y
KniTuHax HepBoBoi i PEC, symoBneHum gediumntom doepmeHTa
rnokKouepebpo3unpasu

Lle npu3BoauTb 00 Hakonu4yeHHs y KnitTuHax PEC rniokouepedbposngy

Y KniTMHax MO3Ky, NeYiHkn, nimgatnyHmnx By3nax BUSABNAOTLCA BENUKI
KniTuHu lNowe

HakonunyeHHs Liepebposunay y KnituHax HepBOBOi CUCTEMU MPU3BOANTL [0
IXHBbOI pynHauji

Po3pi3HAITE QumMsIYvy i o8eHINIbHY chopmMmu XBOpoOU

AwnTava NposBNAETLCA Y NepLUi MiCAL XUTTA 3aTPUMKOK0 PO3YMOBOIO |
hisn4HOro po3BuUTKY, 30INbLUEHHAM XUBOTA, NEYIHKW | CENe3iHKu,
3aTpyaHEeHHAM KOBTaHHS, cnasMoM roptaHi. Moxnuea auxansHa
HEeOQOCTaTHICTb, IHCbIJ'IpraLI,IFl (YWinbHEHHS nereHb knitnHamm Mowe) i
cyoomn. CMepTb HacTa€ Ha NepLIoMy PoLi XUTTA

HanvacTiwe 3ycTpidaeTbcsa OBeHinbHa hopMa xBopobu lowe. Ypaxae
OiTen pi3HOro Biky, Ma€ XpOHiYHNI xapakTep.l1poaBnsaeTbCA, AK NpaBuIo, Ha
nepLIomy poLi XuUTT. BMHMKae nirmeHTauist WKipy (KOPUYHEBI NsiMK),
OCTEOMNOPO3 (3HMKEHHS LLINBHOCTI KICTOK), Nepenomu, Aedopmadis KicTok. Y
TKaHWHaX MO3Ky, NeYiHKM, CEnesiHkK, KICTKOBOrO MO3KY MICTUTbCS Benvka
KiNbKICTb rmoKou,epe6p03Mn|B Y nenkoumTax, KniTMHaxX NEYiHKU i cenesiHkn
3HVKEHA aKTUBHICTb rMnoko3naasun. Tun ycnagkyBaHHs ayTOCOMHO-
peuecnBHU. ['eH nokanisoBaHMn Ha OBromMy nredi 1-1 XxpoMmocomu.



XBopoba HimaHa-llika 3ymoBneHa 3HMKEHHSM akTUBHOCTI pepMeHTa
ciHromieniHasum

Blﬂ,6yBa€TbCﬂ HaKOMMN4YeHHA CCbIHFOMICHIHy B KIMITUHaX NEeYiHKN,
cenesiHku, MO3KY, PETUKYIIO- eHaoTenianbHOI CMCTeEMM

BHacnigok gereHepaldii HEpBOBUX KNITUH NOPYLIYETLCA AiANbHICTb
HepBOBOI CUCTEMMU

BuainaoTb Aekinbka oopm 3aXBOPIOBAHHS, WO PO3PI3HAOTLCS KMIHIYHO
(4ac no4atky, nepeoir i TAKKICTb HEBPOMOriYHUX NposBiB). OQHaK € 1 CiNbHi
anga ycix dopm cMmMnToMm

XBopo6a yacTiwe NposABNAETLCA Y paHHbOMY Billi

Y AUTUHM 30iNbLUYIOTECA NiMAaTUYHI By3nun, po3Mipu XUBOTA, MNEYiHKN |
cenesiHku; BiA3HaYaloTbCA OMoBOTa, BigMOBa Bif Xi, M'A30Ba CnabKicTb,
3HMXKEHHSA cnyxy 1 3opy. Y 20-30% JJ,ITel/I Ha CiTKiBLIi OKa BUABNAETHCH
nnsiMa BMLLIHBOBOIO KONbopy (CMMNTOM "BULLHEBOI KiCTOYKU"). YpaxeHHs
HEepPBOBOI CMCTEMM NPU3BOAMTL A0 BiACTaBaHHS HEPBOBO-MCUXIYHOTO
PO3BUTKY, IMyXOTi, CNINOTi. Pi3KO 3HMXYETLCA CTaniCTb 40 iHPEKUinHNX
3axBoptoBaHb. [AiTV TMHYTb Y paHHbLOMY Bili

YcnagkyBaHHA XBOpoby — ayTOCOMHO-peLiecrBHE. [eH chiHromieniHasu
KapToBaHUN Ha Xpomocomi 11

OiarHocTunka xBopodbu HimaHa-lika ocHoBaHa Ha BUAABMNEHHI y nnas3mi
KpOBi i CMTMHHOMO3KOBIU pPiguHI NigBULLEHOro BMIiCTy cpiHromieniny. Y
nepudpepunyHin KpoBi BUABNAOTLCA BENUKI 3epHUCTI NIHUCTI KniTuHu [ika.
JlikyBaHHSA cuMnToMaTU4He
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AmaBpoTUYHA I,D,IOTIFI (xBopoba Tesi-Cakca) TakoxX HanexuTb
00 3aXBOPOBaHb, NOB'A3aHUX i3 NOPYLLUEHHAM J1inigHOro obmiHy

ﬂ,J'IFl Hel XapakTepHo BID,KJ'IaD,eHHFI Yy KNiTUHax MO3KY, NeYiHKN,
cenesiHKM Ta IHWnX OpraHax niniga I'aHI'HIO3VI,E|,y

[lpnynHa - 3HMXKEHHA aKTUBHOCTI (hepMeHTa rekcosamiHipasu
A B opraHi3mi. BinbyBaeTbCca pyuHyBaHHA aKCOHIiB HEPBOBUX
KINiTUH

XBopoba NposABNSAETLCA Y nepLui Micsaui XUTta. JuTnHa ctae
MISIBOI, Manopyxomoto, 6anay»xot A0 OTOoUYHUMNX. 3aTprMKa
MCUXIYHOTO PO3BUTKY NPM3BOANUTbL [0 3HMKEHHS iHTenekTy Ao
CTyneHs iaioTii. BinsHavaeTbcst M'i30Ba rinoToHis, cyaomu,
XapakTepHUN CUMNTOM «BULLHEBOI KICTOUYKU» Ha CIiTKiBLi OKa

[10 KiHLS NepLioro poky XWUTTS HacTae cninora — atpodis
30poBuX Heps.iB. [Mi3Hille pO3BMBAETLCA NOBHA HEPYXOMICTb.
CmepTb HacTae y 3-4 poku

Tun ycnagkyBaHHS XBOPOOM — ayTOCOMHO-peLecuBHUN. IeH
rfloKanisosaHMM Ha goBromy nnedi 15-1 xpomocomu



2. [llarHocTuKka
CnagaKoBUX 3aXBOPIOBAHb.

[lpeHaTanbHa
alarHoCTUKa




[liarHoCTMKa cnaakoBMX 3aXBOPHOBaHb Y
PI3HMWX Yac rpyHTyBanacsa Ha:

= KniHiyHOMY aHanisi

s [lapakniHiYHnx
naboparopHuX i
IHCTPYMEHTalNbHUX
MeToadax

» CneyndivyHnx metoagax
nabopaTtopHOl reHETUYHOI
OiarHOCTUKU




KniHIYHa KapTUHa cnagKkoBUX
3axXBOPIOBaHb

. Cunapom Matay

ANb6iHI3M | PeTuHobnactoma




Knacumikauia MmeTtoaiB AlarHOCTUKU
(1)

3a YyacoMm npoBeneHHs

s [IpeHaTanbHa (aopogosa), y TOMYy Yuch
npeiMmnnaHTauinHa

= [locTHaTanbHa (nicnsapoaosa)



Knacumikauia MmeTtoaiB AlarHOCTUKU
(2)

3a MeTogamMu

LinToreHeTU4HI (MIKpocKoniyHe OoCiaKeHHS
XPOMOCOM)

MorneKkynspHo-reHeTU4HI (BUBYEHHS
nocnigosHocTi HykneoTtuais y OHK)

BioximiuHi (BM3Ha4eHHA DIOXIMIYHUX NOpPYLLUEHD)

KniHiyHi (BU3Ha4YeHHSa crieundivHNX 30BHILLHIX
NposiBiB 3aXBOPHOBAHb)



[lepeBaru cydacHuUx MeToaiB
O1arHOCTUKK

s CBO€YaCHICTb | TOYHICTb (AOKMNIHIYHA,
npeHaTanbHa, npeiMmnnaHTauinHa
OiarHoCcTuKa)

s Mana KinbKICTb MaTepiany gnga aHaniay

s MoXnuBicTb nepecunaHHAa 3paskis oo
cneuianisoBaHMX yCTaHOB



[lpeHaTanbHa (oopoaoBa)
AlarHOCTUKaA

Lle komnnekcHa rany3sb MeauunHu, sika
BMKOPUCTOBYE

m Y/Ibmpa3sykosi 0ocrioxxeHHs (Y3/L)
m OrlepamusHy MeXxHIKY
m s1abopamopHi Memoou O0C/IIOXKEHb

Yy AOPOAOBIV AlarHOCTULI NAaTONorvYHUX
CTaHIB (Y TOMY 4mMcni cragkoBux)



[loka3aHHA 0o NnpoBedeHHS
npeHartanbHol aiarHocTuku (1)

s HaaBHICTb Y pOAWHI TOYHO BCTAHOBIIEHOIO
CNaaKoOBOro 3axBOPHOBAHHS

= Bik ManbyTHbOI MaTepi Big 35 poKiB,
batbka — Big 40 pokiB



[loka3aHHA 0o NnpoBedeHHS
npeHaTanbHOl AlarHOCTUKK (2)

m [€eTepo3nroTHIiCTb 000X DaTLKIB 3a
ayTOCOMHO-PELECUBHNM 3aXBOPIOBAHHAM

s HaaBHICTb XpOMOCOMHUX Nepedynos
(ocobnmBo TpaHcoKkauin) y ogHoro 3
baTbKiB

s PoboTa Ha WKianmBmux BUPOOHULTBAX,
NPOXXMBAHHA Y MICLIEBOCTAX 13
niaBuLleHnm pagiayinHUM ooOHOM B
aHaMHe3l BariTHOI



MeToau npeHaTaNbHOI

AIarHOCTUKM

HeiHnBa3inHi

NepenbayaroTb Hemae 6e3nocepeaHboro
6e3nocepenHin KOHTAaKTY i3 NJ1040M
KOHTAKT i3 ni1oAoM




lHBa3IMHI METOAM NpeHaTarnbHOoIl
OlarHOCTUKU

= 3acTOCOBYIOTbCHA 3 8- = AHANI3 KNITVH NnoAa
[03BOIISIE AjiarHoCTyBaTy

ro no 22-u TXAeHb yYCi XPOMOCOMHi XBOPOOMU i
BAriTHOCTI He MeHwe 300 reHHUX
XBOPO6H

s [lo3BONSAKOTL 3anobirTu
’ 4/5 Bunagkis
= [PYHTYIOTbCA Ha HapOMKEHHS! AiTel i3
OTPUMaHHI KIMITUH | crnagkoBUMM XBOpobamMu |

YPOO)KEHMMU Bagamu
TKaHWH njioga DO3BUTKY



IHBa3IMHI MeToau AlarHOCTUKA

AMHIOLeHTEe3 (NpoKon nnigHoro Mmixypa
ONns oTPUMaHHA HaBKononmigHol pignHn)

bioncia xopioHa | nnaueHTn
KopgoLeHTes (B3ATTS KPOBI 3 NYyNOBUHW)

deTockonia (BBegeHHA 3oHAyY 1 ornag
nnoga)

bioncia wkipn abo neviHku nnoaga



HelHBa3IMHI MeToan OlarHOCTUKU

= YNbTPa3ByKoOBE OOCHIOXEHHS
s Papiorpaiqa
s BusHayeHHa anbdra-getonpoTeiHy



BusHayeHHsA anbda-geTonpoTelHy
(ADIT)

x AD[T — BINOK, Wo BUPObnaeTbCAa KNITUHAMK
NeJiHKK1 nroaa

s Bu3HayeHHAa npoBognTbCcAa Ha 15-16-My TUXKHI
BaAriTHOCTI Y CMpPOBAaTLI KpOBI BariTHOI

s KoHueHTpauia ADI1 cyTTeBO NigBULLYYETLCS NMPU
CMMHHOMO3KOBIW Kuni, ypomXeHOMY Hedopoal,
nedekrtax HepBOBOI TPYOKU | YHEPEBHOI CTiHKU;
3HMXXYETBLCA Y XKIHOK, AKI BUHOLLYIOTb Nnig i3
XPOMOCOMHMMU aHOManiamu (cnHgpom dayHa,
EnBapaca Ta iH.)



YnbTpa3BykoBa AlarHOCTUKa

= BuKkopuctosyetbcsa ang
BUABMEHHA YPOOXKEeHUX Bag
PO3BUTKY

s [PYHTYETLCA HA 30ATHOCTI
Y3 xBuni Bigbusatucs Big
NoBEPXHI ABOX CcepenoBuLL
I3 PIBHOK LLINBHICTHO

x OnTmManbHi TEPMIHN —
17-23 TWXHI BariTHOCTI




YnbTpa3BykoBa AlarHOCTUKa

= Ha noBepxHto XMBOTA BariTHOI KIHKN BCTAaHOBIHOETHLCS
creuianbHUA aTyuK (TpaHcarocep), WO BUMYCKae
3BYKOBI XBWUITi BUCOKOI YaCTOTMW.

s [lpn gocarHeHHi TKaHWH nnoaa Ui XxBuni BiabuBatoTbCA |
YNOBMIOKTLCA AAaTYMKOM 3HOBY.

s Komm’totepHa obpobka unx xBunb popmMmye 300parkeHHS
Ha MOHITOpi. 300paxeHHsA Ha3NBaETbLCA COHOrPamMolo.
IHOAi BMKOPUCTOBYHOTL AATUMK, AKMN BBOOUTLCA Y MiXBY
XIHUi (YacTilwe - Ha paHHiX TepMiHax BariTHOCTI).



Y3/ nnoga (24 TuxHI)




3a gonomoror Y31 moxHa
BU3HAYNTI

Yu € BariTHICTb MaTtkoBO abo No3amaTKoBOO
CKinbku nnopaiB 3HaxogmMTbCA B MaTLi - oAUH abo aekinbka
Akun Bik nnoga (TepMiH BariTHOCTI) | YN HEMAE BiCTaBaHHSA B MOr0 PO3BUTKY

Uu € y nnoga sBuaumi aedektn (Baam po3BUTKY) — ypaxeHHA rofoBHOro
MO3KY, BaAn pO3BUTKY CKerleTa i BHYTPIiLIHIX opraHiB

Aka yacTuHa nnoay npunsrae 4o BUxoay 3 Tasy XiHKu - rofioBa abo cigHuug
Aknn xapaktep cepueduTTa nnoga

CrtaTb nnopga

[le po3TawloBaHa nnaueHTa i K1 1l ctaH

AKnn cTaH HaBkononnigHMX BOA,

UM Hemae nopyLleHb KpOBOTOKY B CyAMHAX NiaueHTu

U Hemae 3arpo3n BUKNOHSA



bioncia xopioHa | nnaueHTu

s binbLlw paHHi, HiX Y3, TepmiHn npoBeaeHHA — 7-11 TUXKHIB

= BopcuHku xopioHa 6epyTb ocobnMBUM LUNpPKLIEM 3@ JOMOMOTOH0
FHYYKOro Katetepa yepes LWinKy MaTKu

s BopcuHKM gocnigkyroTb LMTONOMNYHUMN, BIOXIMIYHUMMU,
MOJIEKYSTIAPHO-TEHETUYHMMWN METO4AMMU



bioncia xopioHa | nnaueHTw

s Jlo3BONSE OglarHOCTyBaTU XPOMOCOMHI |
reHHi XBopobu

s Pe3yneraTt npotarom 3-4 OHIB nicng
B3ATTA Martepiany



bioncia xopioHa | nnaueHTw

YcknagHeHHs
s BigHOCHO BMCOKa 4YactoTa CNOHTaHHUX abopTiB
(BUKMAHIB) — 2,5 — 3%

= Moxnusi nonepeyHi ypoaxeHi amnyTtadil
KiIHUiBOK (pekoMeHgoBaHO npoBoauTu Bioncito
XOpiOHAa He paHile 8-ro TXKHSA, nnayeHTobioncil
— He paHiwe 12-ro TMXxHA)



AMHIOLIEHTES

[Mpokon mixypa nig koHTponem Y34
ang B3aTTa 8-10 mn
HaBKOMOMMiAHOT PigNHN i3
3NyLWeHUMN KNiITUHaMMN aMHIOHY |
nnoga

HannowwnpeHiwmn i 4oCTynHUI
MeToq, OinbLw iHPOPMaTUBHUK, HIXK
XBbO

[MpoBognTbCs HA 15-18 TUXKHI

He3HauyHUW pU3KK yCcKknagHeHb
(0,2%)



AMHIOLIEHTES

[1o3Bonse giarHOCTyBaTH
s 0araTo XpoOMOCOMHUX XBOPOD
= XBOpPOOW, 34enneHi 3i CTaTTio

= XBOPOOM 0OMiHY peyoBUMH (XBopoba Tesa-
Cakca, mykonoJsiicaxapuaosu, rmikoreHosu,
®OKY T1a iH.)



AMHIOLEHTES TaKOXX 003BONSAE
NpoBOOUNTU

BusHauyeHHA CTyneHs 3pinocTi fiereHb nnoga

Bu3Ha4vyeHHs1 KNCHEBOIO ronoayBaHHA ryjioada

BuaHayeHHSA TAXKOCTI pe3yc-KOHMMIKTY MK MaTip'to Ta
nroaom

binblu edoekTUBHA AiarHOCTMKa criagkoBux XBOpobd 0OMiHYy
PEYOBUH

[liarHocTuKa Bag po3BUTKY (Hanpuknag, geeKkTiB 3aKpuUTTS
HepBOBOI TPYOKK)



KopaoLeHTes

s 3abip 3pas3kiB KPOBI
(nenkouuTiB) I3
NYNOBUHHUX CYAWH
nrnopa ong
LUUTOrEHETUYHUX,
MOJIEKYNAPHO-
reHETUYHUX |
bioxiMmiYHMX aHani3iB




KopaoLeHTeS

s KpoB Oinblue npuaatHa ana gocnigkXeHb, HiX
KNITUHN aMHIOTUYHOI PIAMHK, nNo3aak nimdouunTm
LBMALE KYINbTUBYOTLCA

s [lpoBognTbca nig kKoHTponem Y3 Ha 18-22
TUXKHI BariTHOCTI

= [lo3BOnsie giarHoCcTyBaTU XPOMOCOMHI XBOpOOW!,
eH3umonaril Ta IH.



deTocKkonis

s [Ipame po3rngagaHHA nnoaa Yepes3 PeTocKon —
TOHKUWN eNnacTUYHUIN BONMMOKOHHO-ONTUYHUW 30HA

nig KoHTponem Y3/

= 30H BBOOUTBLCA Y NOPOXKHUHY aMHiOHa Yepes
YepeBHY NMOPOXHUHY



deTocKkonis

s [1poBOoOuTLCA Ha 18-23 TUXKHI

s BUKOPUCTOBYETLCA piOKo, NuLLe nNpu
0CODNMBUX NOKA3aHHSAX

s YCKNagHeHHs — BUKNAOHI B 7-8% Bunaakis
doeTockonil



[lpeimnnaHTauivHa giarHocTuka — glarHocTuka Ha
pPaHHIX cTadigax 3apo4KoBOro Nyxmpus

s BuaginenHHa embpioHy nepep iMmnnaHTauieto
naBaxem MmaTkm abo BUAOINEHHSA ANLEKIITUH 13
HaCTYMHUM eKCcTpakoprnopanbHUM 3annigHEHHAM
| PO3BUTKOM 3UTrOTW A0 cTafil bnactoymcTu

s Bu3Ha4YeHHA XPOMOCOMHUX | FEHOMHUX MyTauin y
brnactomepax abo nonapHux (peaykuinHux)
TINbUAX ANUEKNITUHN, LLO A03piBaE, Nicns
3annigHeHHs



[peiMnnaHTauivHa AiarHOCTUKA

BuaineHHsa KNiTUuHu 3
eMb6pioHy nroanHU
Ha ctaaii 12 kniTuH

e [1lig Yac aHanisy BUAiNeHol
KMiTUHW eMbpioH
3HAX04UTbCA Y CTaHI
rMMBOKOI 3aMOPO3KU
abo B yMoBax,

LLIO 3abe3neyyoTb HOpMasb-
HY XXUTTERIANbHICTb

e [licnga gocnimkeHHs
eMbpioH noBepTaloTb
A0 MaTKu




)

HelHBa3IMHI MeToaAn OlarHOCTUKU, NOB
A3aHI 3 OTPUMAaHHAM KNITUH nnoaa

s IMyHOPNHOOPECLEHTHI aDO MarHiTHI
MeToau ONnA NPOTOYHOro COPTYBAHHSA
O03BONAKTbL OTPUMATU KNITUHU Nnoaa 3
KpOBI MmaTepi

= [1na BuaineHHa epmutpoumTia
3aCTOCOBYHOTbCA MIYEHI MOHOKNOHAaNbHI
aHTuTINa oo 6inkiB IXHiX membpaH



[loganbLlie aocnigaXeHHS
KNITMHHOro Martepiany nnoaa

KnitTmHHMK MaTepian

LiuToreHeTnuHi
AOCNIAYKEHHS

BioXiMiuHi
aOCNigKeHHSA

MoneKkynsipHO-reHeTM4YHi
AOCNiA)XEeHHS




LIMTOIMEHETWKA — ue Hayka, wo
B/UBYAE CTPYKTYPY | PYHKUII XpOMOCOM

TepmiH esedeHo 8 1903 poui CemmoHom

1 2 3 4 5 6 X X
7 8 9 10 n 12
13 4 15 16 7 18

By B2 A&A B4
% 20 21 22



LiInToreHeTnYHI gocniaXeHHS

s 3aCTOCYyBaHHA — OOCMIAXKEHHSA KapioTuny,
OlarHoCcTMKa reHOMHUX | XPOMOCOMHUX
MYTaLLIK NPy OOCNIOXEHHI aaep
COMAaTUYECKUX, O AINATbCS, CTaTEBUX
abo IHTepdasHnxX KNiTnH

m CyTHICTb MeToay — MIKPOCKOMIYHMW aHani3
XPpOMOCOM (Han4acTile 3a yce CBITnoBa
MIKPOCKOMIS)




MeToamMkKka NPUroToBneHMUs LMTOreHeTUYeCKMUxX npenaparos

nyTemM KynbTUBUPOBaHUA numcoumnToB nepucdpepmuyeckomn
KPOBM

XK IR

KR KR KX KX KK KK XK
BRCRE REXCRE R KN
L] K&

2—5 MJ1 BEHO3HOH KPOBH Kapuotnn

*

PacnipeeiicHue KIETOK Ha
NPEAMETHOM CTEKIIE

OTneneHue 3pUTPOLNTOR NyTEM pacKanbiBaHMs A
A

HobagneHune *
cpe/ibl
1 B CYCICH3HIO dukcauug K1eTok

JICHKOLUTOR
UnkySauus AOO&B”CH“F’ * ()EﬂeﬂeHlie * TUNOTOHU3ALMA
B TCUEHHE 3 aHei KOJIXHUHHA JICHKOUHUTOB COJIEBBIM PACTBOPOM

npu 37 "C



MeTtoau 3abapBneHHS
XpPOMOCOM

3a NM3010 — piBHOMIpHE
3abapBneHHs Mo Ycin
OBXXMHI
® BU3HAUYEHHS YMNCITOBUX TemnepaTypHO-
aHoManin Kapiotvny COJTbOBI BI/IMBU dnroo-

® CTPYKTYPHUX @aHOManin Ha ikcoBaHi peCI.IEHTHi
XpOMOCOMMU
e G-3abapBneHHs
e Q-3abapsBsieHHs




XPOMOCOMU AOCNIAXYHTbCA:

m Y MeTagasl
Y npomeTtadoasi



LiInToreHeTUYHI MeToan

\\ MeTacasHa nnacTMHKa npu

npocroMy 3abapBneHHi



LiInToreHeTUYHI 3HaXIaKn

MeTadasHa nNnacTuHKa 3 MeTada3zHa NNacTMHKa 3 XiMiYHO
pafiauiHoO iHAYKOBaHUMM iHOAYKOBaHMMK abepauisiMu
XPOMOCOMHMMK abepalisaMu



LiInToreHeTUYHI MeToan

MeTada3zHa nnacTuHKa
nicna pudepeHyiiHoro
3abapBneHHsn




LiInTOoreHeTnYHi MeTO,EI,I/I

i 0

15
X X & @ S el ¢
19 20 21 22 X Y
A) b)

Kapiotnnu npu npoctomy (A) i andepeHuinHomy 3abapsnerHi (b)



LiInToreHeTUYHI MeToan

. G-cmyrosa npomMmeTtadasHa
3 "\ . Kapiorpama MITOTUYHUX
. & g \" .
¢ § % } | XpoMocoM niMdouuTa
y
¢ W ’!‘35 ¢ Y A

HOPMaJIbHOI XiHKMK



[ndepeHuinHe 3abapBreHHs

XPOMOCOM

’
ETMZ — -
Essential tremor
— MSH2
= Colon cancer
f—— MSHBE
Colon cancer

XpoMocoMa 2

- PAX3
Waardenberg syndrome

X-XpoMocoMa
‘ PIG-A
Paroxysmal nocturnal
DMD hernoglobinuria
Duchenne muscular
dystrophy
‘- ATP7A
[ Menkes syndrome
‘L— COL4AS
i Alport syndrome
IL2RG . i
X-linked severe cornbined i
imrmunaodeficiency (SCID) — TMNFSFS
L Immunodeficiency
HPRTL — 1 i with hyper-lgM
Lesch-Nyhan syndrome i
FMR1 — ] \
. | i ALD
Fragile X syndrome Adrenoleukodystrophy
MECP2 - HEMA
Rett syndrome Hernophilia A



[ndepeHuinHe 3abapBreHHs
CECTPUHCbKUX XpomaTtua




LiInToreHeTUYHI 3HaXIaKn

A) b)
XpomaTtnaHi abepadii (A) i ceCTpMHCbKi XxpoMaTuaHi 06MiHKn (B) npu
3aXBOPIOBAHHSIX i3 XpPOMOCOMHOI HECTabINbHICTIO



MonekynapHO-LUNTOreHETUHI

MeToau

Metog FISH — donyopecueHTHOI
in situ ribpuaunsauil

ETtanu:
1. FoTyeTbCA MiYeHU 30H4 (OOHOHUTKOBA

AHK)

2. Ha mikpockoniyHomy npenapati HK
OeHaTypyeTbCs

3. [1o npenaparty BHOCATbL 30HA,
KU MPUELHYETBHCS 40 XPOMOCOMMU

4. JlltomiHeCUEHTHa MIKPOCKOTrisi BUSBIISAE
30HAU

(E i With metaphase —

Formamide

v

©

Dividing cells ‘—'.‘-"

chromosomes

Microscope slide

Chromosomes become
denatured

RIPCTTO

Signal from prebe

S i ::‘



Jlokanisauist reHa M'a30B0I
rnikoreHgochopunasn B
11-in XxpoMoCoMi NoaNHN




3actocyBaHHsA FISH

s BCTaHOBNeHHA nokani3auil reHis
= XPOMOCOMHI abepauji



[Toka3aHHA 00 UMTOreHEeTUYHUX
OOCHIIKEHb

KniHivyHa CMMMNTOMAaTMKa
XPOMOCOMHOI XBOPOOWU

HaaBHICTb Y OUTUHU
MHOXWHHUX YPOKEHUX
Bad PO3BUTKY

baratopa3oBi COHTaHHI
abopTu,
MePTBOHapPO4KeHHA abo
YPOLXXEHI Bagau pO3BUTKY
y OiTeu

[TopyLueHHg
PeENPOaYKTUBHOI (PYHKLIT
He3’dAcoBaHOro reHesa y
XIHOK | YONOBIKIB

3aTpuka po3yMoBOro
PO3BUTKY AUTUHU

[lpeHaTanbHa
[IarHoCTUKa

Jlenkosu



BloxiMIYHI OOCIAKEHHS

3aCTOCOBYIOTLCS ON4:
- OiarHOCTMKM crnagKkoBnxX XBopob
- [iarHOCTUKN reTepo3nUroTHMX

CTaHiB y gopocnux (xsopoba KoHoBanoBa-

BinbcoHa, HegocTaTHICTb anbdal-
aAHTUTPUNCUHY, HEQOCTATHICTb MMHOKO30-6—

doocaraerigporeHasn)



[loka3zaHHA 00 3aCTOCyBaHHSA
BIOXIMIYHUX OOCHIOXKEHDb Y

HOBOHaPOKEHNX

Cyoomu
britoBoTa

Koma
>KoBTAHMUA
[INOTOHIA M'A3IB

CneundivyHnn 3anax
cedl | noTa

Aunno3s

[TopyLeHHS
KMWCNOTHO-OCHOBHOIO
CTaHy

3YMNnHKa pocTy



MonekynapHO-reHeTU4HI
AOCNIMKeHHSA

s OCHOBHa MmeTa — BUABNEHHSA Bapiauin y
CTPYKTYpI gocnigxysaHol ginaHkn JHK
(anens, reHa, perioHy XpOMOCOMM) HaBITb
00 POo3LWNdPOBKU MEPBUHHOI
nocnigosHocTi AHK

s B ocHoBI meToaiB — «MmaHninynauin i3 AHK |
PHK



[1poekT «[ eHomM ntognHmn»

PeecTpauisi XxBopobu sk
CMaZKoBoOl

[iarHoCTHKa Ha OCHOBI 4_ Jlokanizauis reHa

reHETUYHOro aHanisy B XPOMOCOMI

b

[eHoTepaniqa 4_ BuaineHHsa reHa

[liarHocTunka BusHauveHHs nedekTa

(AHK-cneundiuHa) - reHa

[liarHocTunka 4_ BVI3Hal-IeHH} NepBUHHOIO

6ioximMiyHa NpoAyKTa

BVI3Ha‘-IeHH$L MaToOreHeTn-
YHOrO NiKyBaHHSA



OCHOBHI eTanu MOneKyrapHO-
reHeTUYHUX OOCHIaKEHb

OTpuMaHHSA 3pa3KiB
AHK (a6o PHK)
- reHOMHoI abo
- pparMeHTa

Amnnidikauisa dparMeHTiB
3a gonomoroto MJIP

PecTpukuis
(po3pizannsa) AHK
Ha pparMeHTHn

depMeHTU — pecTpuKTasn
Pe3ynbtaT — Habip dparmMeHTiB
PI3HOI LOBXWUHU

Bisyani3ayisn i
ineHTUdgikayin
¢dparmenTis JHK

CayTepH-6noT ribpnaunsadis

Po3pineHHs
(enekTpodopes)
¢dparmenTis HK



[1J1P — nonimepasHa naHutrosa
peakuis

Genc—;
F | =
ce ... ..
1 PCR



Region to be amplified

I_U-IP o S::E;ZIZEEDZIIED:E’EE3‘ Target DNA
nepLwnn etan | oemeeonosa

1 Cool to 5060 °C

_ 2 37

_Primers
3’ 5"
DNA\ synthesis —72 “C
5’ 3

3’ s
‘Long products
2 N 3’
A LIS LI EL L™
3 5



[P (2

First cycle preducts

1 Denature

TrrveTrTrrveTR e

-I-l-l-l-hl-l-l-l-hu

-

B

1 DNA synthesis

T
P ssansuanany

Second cyde
products

‘Short' product =
- accumulates in an  ——y
expenental manner

1 DNA synthesis

Moo
Moo

Third cycle
products



[1TJIP — AHani3 pe3ynbsraTiB

Agarose gel My =y -//‘
electrophoresis y |

K :— 74
: / /,/’
n‘/’

& 50 :
' ¥
\ -
. /
\ 3 L
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: .'
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CayTepH-0roT ribpngmsadis

(A) Transfer of DNA from gel to membrane

DNA markers Restricted DNA Paper towels

\ Nylon membrane
I 2 3 Buffer :
é_ gg — Gel — [ & 5/
o . Wick /

Agarose gel , - — Nylon membrane

(8) Hybridization analysis

DNA probe

7 7 A —

Nylon membrane Autoradiograph

Hybridizing bands




NHK-yunwu

Mikpounnun — cknsHi
NMIAacTUHKM I3 g4enkamu,
3anoBHEHUMM
noniakpunamigHum refnem, y
SKMUX 3HAaXO04ATbCA BIOPI3KU
OHK

Mikpouunn ekcrnonytoTb i3 [IHK
FIIOAVHU, SIKa OOCTEXYETbCH

[To3anTneHa peakuia y Burnaai
KBagpara, Wo CBIiTUTbCSA

[Tpouec moxe byTn
aBTOMaTnU30BaHUM

® &



JlikyBaHHAA cnagKkoBUX

3aXBOpPHOBaHb




JlikyBaHHA cnagKoBUX
3axXBOpPIHOBaHb

= 1O HelwloaaBHa Taki XBOpoOU BBaXKarnucs
HEeBUJTIKOBHUMMU

s 3apa3 € ePeKTUBHI METOAM NIKYBAHHS
Nesaknx XBopob

s HemMoXnmBeicTb BMIIKOBYBaAHHA NOB’'A3aHa
abo i3 HENOBHMMW 3HAHHAMM NaToreHeay,
abo i3 TpyagHoLaMN paHHbOI OiarHOCTUKK



€BdoeHiKa | eBreHika

m Y 20-1 pokn XX ctopivyda M. KonbLoB
3anponoHyBaB KOHUeNUIito eBMOEHIKN —
BUABMNEHHA NO3UTUBHUX BNIACTUBOCTEN
NOOVHN 3a paxyHOK BNMBY YNHHUKIB

OTOYYHOYOro cepenoBuLLa (XxapyyBaHHS,
BUXOBAHHS, NiKyBaHHSA)



HopmokonitoBaHHA

s HopmoOKonitoBaHHA — Lie HopMani3auis
doeHoTUNY NPU NATonoriYyHOMY reHoTun|

= [aKkmu nigxig peani3yetbca npu nikyBaHHA
baraTbox crnagkoBmx XxBopob obMiHY
peYyoBUH



Kopekuiss obMiHYy MoXe
NPOBOAUTUCH

m Ha piBHi cybcTparta bioxiMivHOI peakuil —
KOMMOHEHTA IXI, WO NiagaeTbCs
MeTaboniamy 3a 4ONOMOIro reHeTUYHO
OeTepMiHOBaHOro doepmMeHTa (oiemu4yHe
obMmeXxeHHs, dlemuyHe 0o0aBaHHs,
rocuUrieHHs1 BUBEOEHHST MOKCUYHUX
memabosnimie i m.n.)



= Ha pIiBHI NpoayKTa reHa LWngaxom
3amilleHHa abo gonaBaHHA HEOOCTATHLOI
BionoriyHo akTUBHOI PeYOBUHU (20PMOHU
pocma, IHCyrnIH, aHmuaemMoinbHuUU
a21obyrniH i m.n.)

s Ha pIBHI dpepMeHTa WNaxom godaBaHHSA
KodpakTopa, moaudikalil depMeHTaTUBHOI
aKTUBHOCTI, BOCMOBHEHHSA (pepMeHTa.



3acTocyBaHHA KOMDIHOBAHMX METOAIB NiKyBaHHS
npn cnagkoBmx XBopobax J03BOSISE

a [1OBHICTIO N030aBUTUCA KIIHIYHOI KapTUHWU
y 12% Bunagkise

s CyTTEBO NOKpaLUTK cTaH y 57% Bunaakis



ApceHan MeToaiB NliKkyBaHHA CNagKOBUX

3aXBOPHOBaHb

3aMiCHa OnepaTtuBHe

Tepanid NIKyBaHHS
BBeaeHHS B OpraHiam OnepaTuBHE NiKyBaHHA |
BiICYTHiX abo NJACTUYHI onepauii
HeoCTaTHIX PeYOBUH (BoBYa nawla, 3as4a ryba,

6araTonanictb, CUHAAKTUNIA)
3arasibHO3MILHIOI0 _ _
ya [lieToTepanida

Tepanid

e BiTaMiHOTepanis
e IHaykTOpPUK MeTabonismy

(npn OKY, ranakTtosemii,
rnikoreHosax Ta iH.)



JTikyBaHHSA XPOMOCOMHUX CUHOPOMIB |

3axXBOpPIOBaHb i3 CNagKOBOK CXUSBHICTIO -

cmmMntTomaTtTmn4yHe

= Kopekuisa po3ymoBOI BiACTanocCTi

s Kpekumna ynoBinbHEHOro pocTy

s Kopekuusa Hegopo3BUTKY roHag

s Kopekuna cneundivyHOrHo 30BHILLHBLOIO
BUAOY



[eHOTepania — cydyacHMU meToa
NiKyBaHHSA cragkoBux XBOpPoO

s [eHeTn4yHa (reHHa) Tepania 3acHoBaHa Ha
MOXXITMBOCTI BUKOPUCTAHHA (PYHKLIIOHAMbHUX
[eHIB Yy AKOCTI NIKapCbKnX pe4yoBUH

as [eHoTepania — ue CyKkynHictb biomegnyHnx
TEXHOJSIOrIN, 3aCHOBaHNX HA BBeOEeHHI XBOPOMY
reHETUYHUX KOHCTPYKUIN («MOSeKyrnsapHe
NpoTe3yBaHHAY)



[lepLue 3acTocyBaHHA reHoTepanil

= 1990 p. (CLLA) ans
NiKyBaHHA OBOX AiBYaTOK
13 TXKKUM
IMyHOOEeILUTOM,
3yMOBIeHUM gediunTom
ageHo3nHae3amMiHa3u

(ALA)

s [eH AIA 3a gonomoroto
Bipyca BBenn o I-
niMmoouMTIB NaLEeHTIB




Cnocobu BBeOgeHHS reHiB o
OpraHi3amy

EX Vivo — reH 3a3smyan BBOAUTLCA A0 KNITUHU
KPOBI NaLjieHTa no3a Noro opraHiamom, i3
HaCTyNHUM NMOBEPHEHHAM 3MIHEHUX KNITUH O0
OpraHiamy

In situ — nokanbHa reHoTepanis, Hanpuknag
BBEOEHHSA 00 Tpaxel i OpoHXxiB npu
MYKOBICLMA03i abo B Macy NyxXnuHU

In vivo — cnctemMmHe BBEEHHS Y KPOB (He
pearsi3oeaHo)

In utero — BBeaeHHA reHiB o eMmbpioHy abo
nnoga noavuHn (He peasiizoeaHo)



BekTopun — cnocobu gOCTaBKM MeHIB
Yy OpraHi3m

s BipycHi BekTopu (yCnilWHO NepeTUHaKTb
3axucHI bap’epu opraHiama Big
NPOHUKHEHHS YyXol [JHK)

= HeBIpYCHI (MakpOMOSeKynspHi) BEKTOPU



JikyBanbHI edpeKkTn reHoTepanil
OOCArarTbCA.

s KoperyBaHHAM abo 3aMiHO OedEKTHOro
reHa

s EKCnpecielo BBegeHoro repaneBTUYHOIo
reHa

m [IpUrHiYeHHAM QOYHKLUIT «XBOpPOro» abo
HaJaKTUMBHOIO reHa (aHTUCeHc-Tepanis)
BBeAeHHAM aHTnceHcopHol HK abo PHK



[TpodhinakTka cnagkoBux

3axBoproBaHb. Meguko-
reHeTU4He
KOHCYNbTYBaHHSA



1o 1970-x pokKiB nepBMHHA NpodinakTuka
cnagkoBUX 3aXBOPHOBaHb nongdrana y BigMoBi
Big HapoOXeHHA AiTen



Buan npodinakTukm cnagkoBux
3axXBOPHOBaHb

s [lepBMHHA — BMKIMOYEHHA 3a4aTTa NJI040M I3
cnagKoBOK MATOSIONIE

s BTOpnHHa — enimiHauiga (BnganeHHa) eMOpPIOHIB |
nroaiB 13 NaTOMNOrieEro

s [PETVHHA — CTBOPEHHA YMOB A PO3BUTKY |
dyHKUIOHYBaHHA opraHiamMa, Akl He 403BONSATb
PO3BMBATUCA NATONOr4YHOMYy OeHOTUNy
(HopMOKonitoBaHHSA)



Cy4yacHi nigxoau o npodinakTUku
CnagKoBMX 3axXBOPHOBaHb

1. OX0opoOHa OTO4YYyH4Oro cepeaoBuLla angd
3anobiraHHs HOBUM MYyTaLiaM

2. MeOuko-reHeTUYHe KOHCYNbTYBaHHA Ang
BU3HAYEHHA TAKTUKN OITOHAPOMKEHHS |
BUHOLLUYBAHHA BaAriTHOCTI

3. [lpeHaTanbHa Ta npeimnnaHTauinHa
OlarHOCTUKAa cnagKkoBMX 3aXBOPHOBaAHb



4. [1okniHIYHa OlarHoCcTuKa crnaakoBux
XBOPOD i3 HACTYNMHMMM 3axogamm i3
HOPMOKONItOBAHHS

5. OpraHi3auia | npoBeAeHHA caHITapHO-
NPOCBITHULIbKOI pOBOTKM I3 NponaraHan
MeONKO-TEHETUYHMX 3HAHb



Meaunko-reHeTn4yHe
koHcynbTyBaHHA (MIK)

s Lle nocTinHMnM enemeHT y npodinakTuui
CnaaKoBUX 3aXBOPHOBaHb

= [0OnoBHa 3agaya — BU3HAYEHHS NPOrHo3y
HaPOMXKEHHS XBOPUX OITEU Y POAUHI |
KOHCYNbTYBaHHA 3 NTaHb nogasnbLioro
nnaHyBaHHA CIM'|

s OcHOBHas meTa - nonepeakXeHHsA HapOaXKEHHS
XBOPOI ANTUHA



OcHoBHi 3agavi MI'K (1)

s YCTAHOBJIEHHA TOYHOrO AiarHo3y
cnagkoBOl naTonoril

s [lpeHatanbHa giarHocTuka ypoaXXeHux |
CrnaaKoBUX 3aXBOPOBAHb

s Bwu3HaueHHsa Tuny ycnagkyBaHHS
3aXBOPIOBAHHS



OcHoBHI 3agavi MI'K (2)

s OUiHKa BENUYUHN PU3NKY HAPOOKEHHS
XBOPOI ANTUHW | HAJaHHS OOMOMOrU B
NPUUHATTI PiLLEHHSA

s [lponaraHpa meguko-reHeTUYHMX 3HaHb
cepepf nikapiB | HACeneHH4d



Meguko-reHeTU4yHy OOnoMory B
YKpalHi HagaloTh:

s MicbKi Meguko-reHeTU4YHI KabiHeTw

s MiXpanoHHI MeauKo-reHeETUYHI KabiHeTH

s OOnacHi MegmnKo-reHeTUYHI LIEHTPU

s HIl cnagkoBol naTtonorili | Megu4yHol
reHeTUKuU

m LleHTpn oxopoHn maTtepunHCTBA |
OUTUHCTBA



ETann mMmeanko-reHeTu4yHol
KOHCynbTaull

AdiarHos NporHos BUCHOBOK
MeTtoam BennunHa pusuky - J
o [eHEeTUYHI HapPOLKEHHS Y

Bpay-reHeTnk Hagae:

e BioxiMiuui ® OLHKY NMOBIPHOCTi BUHUKHEHHS
« MonekynsipHo- XBOpObM B I\{!.aM6YTHbOMy
; e pekoMeHAaUi
FreHEeTUYHI

PilweHHs1 Npo noganblue naaHyBaHHS CiM’
NPUMMAETLCA NULLE NOAPYHOKAM!



CKPUHIHT (BUABINEHHSA)
3axBOptoBaHb HOBOHAPOXKEHMX

m 3pasKku KPOBI Y KOXKHOI AUTUHN
BiAOMpatoTbCs B NepLli 7 AHIB XNUTTS

s Y Oaratbox KpaiHax npoBoasTbCS
CKPUHIHIOBI NporpamMu i3 BUSABINEHHS
rinoTUpeoian3my | QEHINKETOHYPII



« HaLui nikapi NoBUHHI sIK abeTKy 3HaTu 3aKOHMU
CraZKoBOCTI. BipoBag)KeHHS Y XXUTTH
HayKOBOI ICTUHM PO 3aKOHU CNagKOBCTI
Zloromoyke rno36aBuTu JI0ACTBO Bif] baratbox
CKOpbOT Ta ropsi»

I. M. MaBnos (1935)

« Ham 3Hafob619TbCs /likapi HacTi/lbKu
06i3HaHIi B MOJIEKY/ISPHIN aHaTOMIl i
¢izioniorii XpOMOCOM | reHiB, HacKi/lbKu
Kapaioxipypr 3Hae poboTy cepus i
CTPYKTYPY CYAMHHOIro iepeBa»

1. bepr (1981)






