OCHOBY FEHEeTUKW
FIFOOUIHN.

MeToon BnBYeHHS
crnaoxoBocTl.

Mennro-resnernyHe
KOHCYrbTYBaHHS




'MTuTaHHA TeMm:

1. OcHoBU Mean4YHOI reHeTUuKU. OCcob6NMNBOCTI FreHeTUKu
NMIOAUHN.

2. MeToan BUBYEHHSA cnaaKkoBOCTI NoaAnHU. 3HAYEeHHSA
LUUX MeToAiB ANA MeguKo—0ionoriyHnx gocnigxeHb Ta
MeaUuLUUHMU.

3. FeHHi (MonekynapHi xBopoon).

4. XpOMOCOMHI XBOpPOOU NMOaAUHMN.

5. XBopoOu 3i cnagKoBOK CXUNMbHICTIO
(mynbTUdakTopianbHi XBOpooON).

6. Meauko-reHeTU4YHe KOHCYyNbTyBaHHA. MeTa Ta
3aBaaHHA MIK.

/. NpeHaTanbHa giarHOCTUKa cnagKoBOIl NaTonorii.
lNMepcnekTBU reHoTepanil.



e ABMLLUA CNAaAKOBOCTI Ta MIHNUBOCTI Y nonynauiax
noaeu;

e 0COONIMBOCTI ycnagKyBaHHA HOPManbHUX Ta
NnaToNioriYHMX Oo3Hak;

e 3aN1eXHICTb 3aXBOPHOBaHb BiA reHeTU4YHOI
CXUNbHOCTI Ta paKTOpIB cepenoBULLA;

eHeTUKa NOOVHUN — 0O4HA 3 HAUBAXIIUBILLUX
TeopeTU4Hnx ocHoB meguuuHun. Akagemik L.I1.
[TaBnoB nucas: «Hawi nikapi NOBMHHI sIK abeTKy
3HaTWN 3aKOHU CNaaKOBOCTI...)».



Ocob6nnBoOCTIi reHeTUKU NIANHU

HeMOXnNuBICTb eKCnepuMeHTaribHOro
cXpeLlyBaHHS.

NMoBinnbHa 3MiHA NOKOMNIHb.
HeBenuka KinbKicTb HawaakKiB y KOXHIU POAUHI.

CknagHuun Kapiotun. Benuka KinbKicTb rpyn
34enneHHsA (24).

baraTto o3HakK € nonimepHumMmu, abo
cnocTepiracTbCcs NyenoTponis.

3Ha4yHuM BNnuB pakTopiB cepenoBuLla Ha
€KCMNPEeCUBHICTb Ta NEeHEeTPAHTHICTb O3HaKM.



OCHOBHI MeTOAN BUBYEHHSA CNaaKOBOCTI
NMIOOVHMW:

reHeanoriyHMM mMeTona;
nonynAauinHO—TreHeTUYHNN MeTOoA;
ONMU3HIOKOBUU MeToA;

MeToA AepmMaTtornigiku;
LUMTOreHeTUYHUN MeTonA,;
IMyHOreHeTUMHUU MeToA,
OioxiMiuyHUN meTOA;

eKcnepumeHTanbHi metoau (riopuaunsauii
COMATUYHUX KINITUH, FeHHOI UHXeHepil,
MmeToau mopentoBaHHA, JHK-aHanis).



[eHeanoriYHauy meTomo,

rr—t.—"

( @.[anbToH,1865
feHeanoriyHMM meToa AO03BOJISE BCTAHOBUTMU:

XapakTep ycnagakyBaHHSA O3HaKWM;
TN ycnagkysaHHga (A-O, A-P, X-O, X-P);
3UroTHICTb NpobaHaa Ta iHWKUX YNeHiB
poaoBoAy;
MMOBIPHICTb NOSIBM O3HAKM y npobaHAaa, noro
MaUOYTHIX AiTeun;

€KCNMPeCUBHICTb Ta NeHeTPaHTHICTb O3HaKu (npu
aHanisi baraTbox poooBoOAiB 3a OAHAKOBOIO
O3HaKoH);

Nno SKiun niHil (6baTbKIBCbKiN ad0 MaTepuHCbLKIN)
nepenaeTbLCA O3HaKa.



A— CTaTh HeBigoMa
I Mo

O CIH IV ATV
OTHAKY

l AHTHHA I KATIITE AMH

T'eTepozuroTHi 0Cc 00 HHH
(Hocii pelle CHEHOIO T'eHY)

— MixpoeozHAaKA

— Bnep mo 1 poRy
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— BarLiH

__ AmzfroTHi

OJIHIHATA

NMoHOIHT 0THI
— OJIHMIHATA

Pue. 1. CTaHAAPTHI CHMBOJIH JJIS CKIAJAHHA POoaOBOJIB







AYTOCOMHO=-DOMIHAHTHWA TAN YCranKysaHHs
XAPAKTEPUIYETLCS TAKUMY O3HAKAMN:

O3Haka cnocTepiraeTbcsl B poaoBoai no BepTukani
(nepenaeTbCA i3 NOKOMIHHA B NOKoniHHA). Npu
BIiAHOCHO BeJIUKiN KifIbKOCTi cUOCIB — i NO ropu3oHTani.

XBOpilOTb 0COOMHU 4YOJTOBIYOI Ta XKIHOYOI CTaTi B
O4HaKOBOI Mipi.
OavH 3 baTbKiB, IK NPaBUIIO Ma€E O3HaKy (XxBopun).

IZMOBipHiCTb nposiBy O3Haku y HawaakiB CTaHOBUTb
50%-100% (npwv reTepo3nroTHOCTIi OA4HOro 3 6aTbKIiB —
50%, 75% - npun reTtepo3nroTHoOcCTi ABoX 6aTbKiB, 100% -
NPU roMO3UroTHOCTI OAHOro 3 6aTbKiB).

Y 0cobuH 6e3 BU3HaA4YeHOI O3HaKU, SIK NpaBuUo BOHa Y
HawaakKiB He NpPosBISAETLCA (NP YMOBiI HENOBHOI
NeHeTPaHTHOCTI i BapiabenbHOI eKCrpPecUBHOCTI MOXe
nepepaBaTucs Yepe3 NOKOSMIHHA).






’Xjf COMRO=-PEeLESCUBFE AVI T yollelfikyBarrA

J—J'l

AP TSPASYECToCH TelKANMA O3reliamul.

O3Haka cnocTepiraeTbCA B poaoBoAi No
ropusoHTani (xBopiroTb cMbCU — pigHi,
ABOIOPIAHI).

XBOpilOTb 0COOMHM 4ONOBIYOI Ta XKIHOYOI cTaTi
B O4HaKOBOI MIPI.

BaTtbkn XBOpOi AUTUHM YacTiwe deHOTUNoBO
3A0pOBi(reTepo3nroTHi HOCIT MyTaHTHOTO reHy).

MMOBIpHiCTbL NPOSIBY O3HAKW Yy HallaaKiB
CTaHOBUTb 25% (Npu reTepo3nUroTHOCTI ABOX
O0aTbKiB).

Mpu nposBi A-P 03HaK 4YacTo crnocTepiracTbcs
KPpOBHa cnopigHeHICTb 6aTbKiB XBOPOro (fka
MOXe OyTu HeBiAOMOIO YrieHaM CiM’l ).






A=3YernrneHny DeuscuBHUY TUN YernamKysaHHs
.;zap;mr:*p/ 3YETLCS TAKUMU O3HaAKAMN:

O3Haka crnocTepiracTbcs B poooBoAi No ropu3oHTani
Ta BepTuKani, 4acTto Yepe3 NOKOJiHHA, XBOPIOTb
cnbcu — pigHi, ABoropiaHi, poauyi 3 60Ky martepi
(Asobku npobaHAaa).

XBOpilOTb NepeBaXHO OCOOMHM YONOBIYOI CTaTi.

BaTbkn XBOpOIi ANTUHU YacTiwe ¢peHOTUNOBO
340poBi, MOXYTb OyTU XBOpi 3 OOKY MaTepi (3KiHKM
reTepo3nroTHi HOCil MyTaHTHOrO reHy).

UMOBIpPHICTb NpOABY O3HAKW y HawaaKiB CTaHOBUTb
25% (npu reTepo3uUroTHOCTI MaTepi, Big reMmiauroTHoro
OaTbKa O3HaKa nepenaeTbCcAa AOHbLKaM, ane
¢peHOTUNOBI Y HUX He NPOSABIIAETLCA).

[esAKi o3HaKu B piaKUX BUNagkax MoXxyTb
NPOSABAATUCA Y XIHOK (He rneTtasibHi O3HaKu,
Hanpuknag, fanbTOHI3M).






A=3YennerHny 0oMiHaHTHWY TAN YenaoxysaHHs

AP TSPASYETCH TellAMA O3rlelielml.

O3Haka ogHaKOBO NPOSIBNAETLCA fK Y YONOBIKiB, TaK iy
XIHOK.

O3HaKa NposiIBNAETLCA B reTepo3UroTHOMY CTaHI y XiHOK,
Y YONOBIKIB — B FreMi3UrOTHOMY CTaHi.

VlMOBipHiCTb NosIBM O3HAKN y AiTen ctTaHOBUTb 25-50%
Npu" reTepo3nroTHOCTIi OQHOro 3 6baTbKiB.

XXiHKa moXxe nepepaBaTu Lien reH NONMOBUHI AOYOK i
NONOBUHI CHHIB (Npu reHoTnni — XAX3, iMOBipHiCTb
nepeaaBaHHA X-XpOMOCOMMU 3 AOMIHAHTHUM MYTaHTHUM
reHom - 50%).

emi3uroTHi yonosiku (XAY) nepenatoTb Lew reH 3 X-
XPOMOCOMOLIO TIfTIbKU YCIM AOYKaM, CUHMU, AKI MaKOTb Y
CBOEMY reHOTUNI TiNIbKN OAHY MaTepPUHCbKY X-
XpoOMOCOMY, LieU reH Big 6aTbKa ycnagaKkyBaTuU He MOXYTb
(MMOBIPHICTb YCNaaKyBaHHA O3HaKU — 25%).



Ona BUKOpUCTaHHA OJFIM3HIOKOBOIo MeToAy NOoTpPiOHO:
[locTaTHA KiNbKicTb ONIM3HIOKOBUX nap.
OocnipXeHHA MOHO3UINOTHUX Ta AU3UTOTHUX ONN3HIOKIB.
lpeHTUdiKaUis ONM3HIOKIB.

BukopunctaHHA HagiMHUX KpUTepPIiiB 3UroTHOCTI (MopdonoriyHi,
OioxiMiyHi, iMyHORoOri4yHi, aepmaTorniciyHi).

MonicumntToMHun metoA I'. CumeHca (peHoTUNOBI
NOKasHMKK: nirMeHTauisA, foopma BYLIHOI paKOBUHM, HOCA, ryo,
Tina, naninfapHi Bi3epyHKM.

lpeHTUIKaUiA 3a epUTPOLUTapPHUMMU I30aHTUreHamm, SKi
maroTb 100% neHeTpaHTHICTBL.

JocnipXeHHA CNUHU Ta cMaKy (YyTnuMBoCTI Ao
deHinTiokapbamigy).

EnekTpodopes cmpoBaTku KpoBi.

Peakuisa 6nacrt-tpaHcdopmauii B 3MilLaHIiN KynbTypi
nimdgpouunTiB.

TpaHcnnaHTauinHUM TecT (nepexpecHa nepecaaka WKipn).
AHKeTHUU meToA.



403BOJI11€ BCTAHOBUTM.

3Ha4YeHHA reHoTUNY Ta (paKTopIiB cepeaoBULLA Y
BU3HA4YeHHI O3HaK,

€eKCMNpPeCUBHICTb Ta NEHETPAHTHICTb O3HAKW,
epeKTUBHICTb NiIKyBaHHSA NpU OeAKUX
3axXBOpPHOBaHHSAX.
H — KoediuieHT cnaaKOBOCTI
E — KoediuieHT 3Ha4YeHHA (haKTopiB cepefoBULLA Y
BU3HA4YeHHI O3HaKM.
H+E =1
Popmyna XonbuUUHrepa:
KMZ - KDZ

H-=
1 - KDZ
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PeeniaTizna

S4
26
32
25
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98
82
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=0
67
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26,2

20,3




rlanoaAMKY BABYSHHZA:
AHani3 reHeTUYHOro cKknaay nonynsauin NIOONHM.
AHani3 Npn4uH, AKi NpMBOAATbL A0 3MIH reHopoHAay.

Ho3BONsAE BUSHAYATN:
reHochoHA Ta anenodoHA nonynsauin NOAVHWU;
4YacTOTM reHiB Ta IX aneniB B nonynauiax;
BU3HA4YNTU reHeTUYHUM nonimMmopddiamMm nonynsauin;
4acTOTU NEeBHUX MYTAaHTHUX FeHiB, anenis B nonynsuil;
4YaCTOTU BUHUKHEHHS1 HOBUX MyTaLiM.

[eHeTUIHWY cirnan nonynAauiv mmonuHn BUsHavYacTses:
CUCTEeMOI0 LWobiB,
dakTopamu, sAKi IMIHIOIOTb YaCTOTU reHiB.



- ' ' v .- -'r—r""‘lr"‘r,vr W) ©)
SaxoH Lapni-SavnHoepra (1908)

=

YacToTu reHiB B igeanbHUX nonynayiax i3
NOKONIHHA B NOKOMIHHA 3anUwlaroTbCS
HeaMIHHUMM.

CniBBigHoweHHA Xapai-BanHbepra
p+g=1
(P+q)2=1
Ae p — 4Yactota goMiHaHTHoOro anens reHa ( A),
g — YacToTa peuecuBHoOro anens (a).

Ona BUBYEHHSA 4acToOT NONIMOPMOHUX reHiB
BUKOPUCTOBYHOTb CMNIBBIAHOLUEHHS:

p+tg+r=1
(p+q+r)2=1,
ae p, g, ' — noniMmopdHi reHu



BSIoOXIMIYHMY MeTomn,

Knacudikauia BOO3 cnagkoBuUX XBOpo6 — nopyLueHb
OOMIHY pe4OBUH:

1. nopywieHHAA 0OMiHY aMiHOKMCIOT ((PeHINKeTOoHYpis,
TUPO3MNHO3, anbbiHi3M, anNnbKanTOHYpPIA);

2. nopyuweHHs1 ooOMiHy ByrrneBoAiB (ranakrosemisis,
dpykTOo3emin);

3. NOpyLeHHA oO6MiHy ninigiB (ninigosu);

4. nopyLleHHA CTepoiAHOro ooMiHy;

5. NopyweHHA OOMiHYy NyPUHIB Ta NiPpUMIOVNHIB;

6. nopyLieHHs1 0OMiHYy pe4OBUH y CMONy4HiM TKAHWUHI, M’si3ax Ta
KicTKax;

7. nopyLweHHsA OOMiHY CTPYKTYpu rema ta nopdipuHa,;
NOopyLIeHHA OOMiHY B epuUTpoLMTaX;

8. aHomanii oOMiHy MeTaniB;
9. nopyLIeHHA TPAHCNOPTY Pi3HUX PEYOBMUH;

10. nopyweHHs CTPYKTYpU Ta pyHKLUiIinN dbepmMeHTIB Ta OinkiB
nmasmu.



Wermod depimiarmoznicoliku
(®. l'anbToH, 1892).

<O

0aKmMuJsioCKoOris rnasibMOCKOIIS

r1aHMOoOCKOIrIS



Pruc.6. BapianT BizepyHKIB nabis:

A- ginburcn; b — cxemarime posTaurysamus rpe0isie kit Ta Tpupasiycis :
1 - KOHUEHTPHYIHUH Y30p; 2 - MeT/IA; 3 - Ayra.




Ly atd & nopmi 1 Npy XPOMOCOMHUWX
XBOPODaX:
1 — cuHdpom lNamay;
2 — cuHdpom [layHa;
3 — cuHOpom
Lllepeweecbkoz20o-TepHepa,
4 — HopMa;
5 — cuHOpom KnauHghenbmepa.




e B 1956 poui Ox.Tino i A. JlleBaH 3anponoHyBanu HOBY
MeTOANKY BUBYEHHSA KapioTuny NiOANHU, TaKOX
BCTaHOBWJIM KiJIbKIiCTb XPOMOCOM B KapioTuni NOAUHMN.

e T. KacnepcoH (1969) po3podbuB metoanky
AndepeHuUinHoro sabapBreHHA XPOMOCOM.

a) KapioTunyBaHHSA (BCTaHOBJIEHHS Ta aHarni3 KapioTuny);
0) audepeHUinHe 3abapBrIeHHA XPOMOCOM;

B) BU3SHAYE€HHSA CTaTeBOro XxpomMmaTtuHy (Y—xXpomMaTuHy, X—
XPOMaTUHY).

® a) KinbKiCTb XpOMOCOM Yy KapioTuni;
e 0) reHeTU4YHy CcTaTb OpraHiamy;
e B) HasIBHICTb XpPOMOCOMHMX abepauin Ta ix riokanisauiro.

lossonse giarHocTysaTyl XPOMOCOMHI X80000U MIOLNHN.



MeTadpasHa
NNacTuHKa




CervMeHTauis XpoMmoconm
FHOOUHA BlonosloHo no
MNapnssixol
HOMEHKNaTYDW.

NMNo3ntusBHi G-, Q-cermeHTMY,;

HeratTuBHI (YOPHI) -
R-cerMeHTbI,

3aTpuxoBaHIi —
BapiabenbHi cermMeHTMm.




Lrnsa eeHemu4YHuUXx 00COXKeHb 8UKOPUCMO8YHOMb:
BUPOLLYBaAHHSA KYNbTYpPU KNITUH;
KIMTOHYBaHHS;
cenekuiro KniTuH;
riopnaonsauiro KniTuH.

BMBYAaTU 34ensieHHs reHiB Ta IxX nokanisauito B
XpOMOCOMaX;

BCTaHOBUTU NEepPBUHHY Ail0 reHiB Ta IX B3aEMOAi0;
BCTAaHOBUTU reHEeTUYHY reTeporeHHiCTb CrnagKkoBol
naTonoril;

AilarHoOCTyBaTU CnagKoBY NaTosnorio B NpeHaTanbHOMY
nepioai.



Cxewma riopunaunsauii
COMAaTUYHMUX KNITUH 3
YTBOPEHHAM
CUHKapIOHIB

Kartimmaa b

I'eTeporapion A+B

(reTepokapioHiB).

I'eTeporapion Ab
I 9ac MiTO3Y

Triopuoai KTTHHH
{ CHHEAPiOHH)

Anepus

KarmiHaa Ab Krartiaaa AB



MeToaA BUBYEHHA reHETUYHUX 3aKOHOMIPHOCTEU 3 BUKOPUCTAHHAM
iIMyHOJOriYHUX peakuin (B3aemogisi aHTUreH - aHTUTINO 3
YTBOPEHHSIM KOMMNEKCiB).

OionoriyHi piguHu (KpoB, CNIMHAa, CNMUHHO — MO3KOBa pPiAnHa) i
TKaHUHWU;

KynbTypu KnitnH (HLA, 3ano3 BHYTPIWHbOI CeKpeuil,
KiCTKOBOro MO3KY, NTIeMKOUUTIB).

Ons BcTaHOBNEeHHSA BiANOBIAHUX reHiB BU3HA4YalOThb IX reHeTU4HI
Mapkepu (OeTepMiHaHTU) — aHTUreHM.

IMyHOreHeTU4YHMI MeToA A03BONISIE BUBYATM:

reHeTUYHY AeTepMiHOBaHICTb Ta noniMmopdi3amM iMyHHUX
CUCTEM;

reHeTUKy iMyHOrsriobyniHiB Ta CUCTEMU KOMMNIMEHTA,;

I'eHeTVIKy KOMIJIeKCY I'ICTocyMICHOCTI TpchnnaHTauleMx
aHTUreHiB, (baKTOpIB |MyHoperyn;|u,||

reHeTuky cuctemu HLA i BU3Ha4YeHHS1 pe3MCTeHTHOCTI A0
XBOpPOO, fIKi 3anexartb Big AaHOI CUCTEMMU;

noniMmopiam epuTpoLUUTAPHNX AaHTUTEHIB Ta FreHEeTUKY rpyn
KpOBI.



MeTo4 CeKBEeHUPYBaHHA,
3BopoTHOI TpaHckpunuil AHK,

PO3MHOXEeHHS (KnoHyBaHHSA) okpemux pparmeHTtiB AHK
LUIIAXOM BKJTHOUEHHSA IX B OaKTepianbHi nnasmigu.

Taki MemoOu 00380J11IOMb!

BUBYaTU reHETUYHUUN MaTepian (NocnigoBHICTb reHiB B
AHK);

BU3HayaTu nokanisauio nopyweHb Ha MOJIEKYNAPHOMY
PiBHIi (reHHi MyTauii);

BU3HavyaTtu HykrneotuaHy nocnigoBHictb [JHK Ta reHis;

PO3MHOXYBaTU CTPYKTYPHi reHU (KNOHYBaHHS) LWIISAXOM
BKJTIOYEHHSA B 6aKTepiarnibHy KNiTUHY;

pekoMmbiHyBaTtu monekynu OHK ona opnepxaHHA
HeoOXiAHNX peYOBUH (reHHa iHXeHepiA).

BU3Ha4vyaTu TOYHY fnokani3auito reHHol myTauil (AHK-
30HAMN).



MonimepasHa naHuoroea peakuia (MNI1P)

1 Metog creopeHo K. Monnicom y 1983 p.

(1 NMonimepasHa naHuyeroea peakuia (MIP) — ue
meTon amnnipikauil neeHol ginaHku OHK un
PHK in vitro

LMig yac MNJIP 6ararokparHO NOBTOPIOKOTH
cuHTes neBHol ginaHku [JHK. Merog gae 3mory
po3smHOXuTKU neeHi monekynu [JHK go
MiNnbLMOHIB KONin (MiKpOrpamoBux KinbKOCTEH)
HoBeniecLkun HaBITL TOAI, KONW Y BUXiAHOMY 3PasKy € nuLue

na}‘p1ega;33pXIMll, oaHa Konia uiei Monexkynm

Kepi Mwonnic

1 BukopucrorywTe OHK-nonimepasy Ta
ONirOHyKNneoTuaHi npanmepu, Wo
KOMNnemMeHTapHi go 3’-kiHuie parmeHTa
MaTpuui, AKMK X04YyTh aMnniikyBaTu




Honinepasna nanocosa peaxyin (IIJIP) - excnepuMEHTAILHHI METO
MOJICKYJIpHOI Dlosorti, cnoci® 3HaYyHOro 30LIBLICHHS MAITHX KOHLUCHTpALIH
nesHux (parmentiB nykiaeinosoi kucaoru (AHK) y dionorianomy Marepiai
(ripobi).

B ocnosl merogy [UIP nexurs GararopasoBe mogBo€HHS MEBHOI ALISHKH
JIHK 3a ponomoroio depMenTIB y wTyunnx ymoBax (in vitro). B pesyasrari
HanpauboByeThes KutbkicTh JIHK, nocrarus ans sisyamsnoi gerexuii. [lpu

UbOMY BIAOYBAETLCA KOMIOBAHHA TUTLKH TIET JUISHKH, KA 3aJ0BOJILHAE
3aaHUM YMOBaM, 1 TIIbKH B TOMY BHMNAQAKy, fAKIIO BOHA MPHUCYTHS B
JI0CITTKYBAHOMY 3PasKy.




CxemaTnyHe 300naeHHA NoaiMepasHol NaHLIOroBol peakuii
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Cnadkoesi xeopobu - 3aX80PHOBAHHA,

0byMOo8aeHI NopyweHHAMU 8 npouecax
3b6epexceHHA, nepedayi ma peanizauil

oHEeMUYHOI IHOpMauil




Knacupikauia cnaaxkosux xsopob

"eHHi xBOpO6U ®eHinkeToHypia, anbbiHiam, AANbTOHI3M,
remoqinis, Mykosicumaos, xsopoba Tes-
Cakca, cepnosUAHO-KNITUHHA aHeMis,
cuHapom MapgaHa, axoHaponnasis,
mionaril.

XpomocomHi xeopobu  CuHapom [ayHa, cuHapom
KnauHpensTepa, cMHApPOM
LLlepeweecbkoro - TepHepa, cMHAPOM
TTaray, cuHapom Eaeapaca, cuHaApom
JlexeHa, cuHapom cynepyonosika,
CUHAPOM TpUnno-X.

MynbTUaKTOpianbHi TTcopias, uykposuii aiaber, WU3OppeHis,
xeopobu apTepianibHa rinepreHsia Towo.




MeTabonU4YHI IMiHHU NPH MOHOMEHHUX XBOPODAX

(o miucow) (Hecmaug) (Hecmia)

PeuoBiiza A —F —QE —T

l{nwmuiﬂ thep veHTY)

FeyogHHa O
(Radrzanox)




Knacudikauis reHHux
xsopob BOO3

MopyweHHs oBMiHy amiHOKWCNOT MopyweHHs ByrnesogHoro obmixy

3MmiHa ninigHoro obMmiHy MopyweHHa obmiHy cTepoigis

\

~

XBOpobu NypuHOBOro i NUPUMIAUHOBOIO PAAY XBopobu cnony4Hol TKaHUHW

\

7

XBopobu, noe’s3aHi 3 NOpyweHHAM 0OMIHY

MopylweHHA rema | nopdipunHy B epUTPOLUTAX

MopyweHHa obminy BinipyBiHy MopyweHHs obmiHy meTanie

CHHAPOMM NOPYLUEHHS BCMOKTYBAHHS
B TP2BHOMY TPakTi

Cnapakosi nopyLeHHsi 0OMiHy BinipyBiHy




MoOHOreHHi XBOpo6Uu — NOPYLIEHHA
OOMiHY amiHOKMUCRNOT

PeHINKeToHypIA
TUpO3nHO3
AnbOiHiI3m
AnbKanToHypid
NlenumHoO3M
NcTnanHemis
[[OoMOLUUCTUHYPIA



e DeHINKeTOHYPIA - Bnepuwe onucaxa B 1934p., yactoTa

vV V V V VY

3axBoptroBaHocTi (1:10000...40000). XapakTepHo:
[eTeporeHHICTb

HasaBHicTb AieTope3ancteHTHUX popM (reHoKonii)
BapiabenbHa eKcnpecuBHICTb

NMepBuHHUU AaedeKkT — aedekT depmeHTy heHinanaHiH-4-
rigpokcunasu.

nigBuLieHa 30yaAnNnUBICTb;

rineppedpnekcia Ta nigBULLEHNN TOHYC M’A3iB, TPEeMOp;
CyAOMHI eninenToiaHi Hanaaw,

nisHiwe po3BUBaETbLCA Mikpouedanifa, po3yMmoBa BiacTanicTb;

3MeHLeHa nirMeHTauis WKipHMX NOKPUBIB, BOJ1OCCH,
pangyXHol 060NMOHKN O4en.



['eHHi cCIa/IKOBI XBOpPOOH

DeHIJIKEeTOHYPIiA

- MOB'si3aHa 3 NOPYLIEHHAM 00MIHY
AMIHOKUCJIOTH TUPO3UHY

|

1- 3ymoBJieHa epeKTOM IreHa 12 XDOoMOCOMIL,

2- JliTu, HapokeHi 3 GEHIJIKETOHYPIEI0, HEe MaIOTh
yepes myTallito hepmMeHTy, AKUH

MePeTBOPIOE (heiiiiaiiaiiiy Ha THPO3UH, TOMY
TOKCUYHHU PeHLIaIaHlH Yyepes [ie HAKONHUYYETHCS B
KpPOBI.

3-Taka HeHOpMaJIbHO BUCOKA KUIbKICTh (DeHLIaIaHIHY
Nepelko/Kae HOPMaJIbHOMY PO3BHTKY MO3KY. 3a
YMOBHU BIZICYTHOCTI JIIKYBaHH S, TPU3BOJUTH 10
po3ymoBoi Bijictasiocti. CriaikoBe 3aXBOPIOBAHHSA, sIKe
XapaKTepU3yeEThCA FOJIOBHUM YHHOM YParKeHHAM
HEPBOBOI CHCTEMH.

4- 3yCTPIYAETHCSA 1 : 10000, aYTOCOMHO- PelleCUBHA
O3HaKa.

JIuTHHA nepeBOANTHCA Ha ClielllaJIbHY AIETY 3 HU3bKUM BMicTOM (heHLIaaHiny.
Ile o3Havyae TOBHY HENPUHHATHICTH KOPOB'SAYOT0 MOJIOKA, 3BHUYAHHMX MOJIOYHHX
cymimei abo m'sica, 60 1i mpoaykTH MaloTh 3abararo deHiianaHiny.




TupoznHos (TUNDO3INHEMIA):

e NedhekT TMpO3MH—amMmiHOTpaHchepa3n adbo okcupasu
N—rigpPOKCUNIPOBUHOrpaaHoOI KUCNOTMW.

e HakonnyeHHs B KPOBI Ta BUAINEHHSA 3 ceyvyer
TUpo3uHa. lNopyweHHs romeocTasy. B rocTpiun
dopmi 3axBOpOBaHHA XapaKTepuU3yeTbCcs
3aTPUMKOIO PO3BUTKY MariroKka, NosiBOHO
renatocnneHomeranii, remoparii, 3aMiHaMu B HUPKaX.
be3 nikyBaHHA AiTU TMHYTb B rpyaAHOMY Bili Big
neyvyiHKoBol abo AnxanbHOI HeJoCTaTHOCTI.

e [1na XpoHiYHOro nepeodiry XxBOpoobun nputamMaHHi

LMPO3 NeYviHKU, paxitTonoAidHi 3MiHU KiCTOK,
ypaXeHHs KaHarnbueBOl CUCTEMU HUPOK.



AnsBinizm (A-P)

YacToTa B nonynsauil Big 1:5000 oo 1:25 000
feTepoOreHHICTb

lMepBHHUN AaedekT — AedekT pepmMeHTy
TUPO3MHAa3a, Lo KaTani3ye CUHTe3 MeslaHiHy 3
TUPO3UHY Yepe3 3,4—gurigpokcudeHinanaHiH.

BigcyTHICTb MenaHiHy B KniTUHaX LUKIpW,
BONOCCH Ta panayXHol 00OJSIOHKM o4yen Ta
nigBULLEHHSA YYTNUBOCTI A0 YO —
BUMNPOMIHEHHS.



['eHHi CIa/IKOBI XBOpOOH

Ab0IHIZM
XapaKTePHU3YEThCA BIZICYTHICTIO
NIrMEeHTY B WIKIPI Ta 11 mpuiaTKax,
y paiy»KHii Ta MirMeHTHIH
000JI0HKax O4Yei.

- MyTauisi B reHi, AKMH KOJY€E
(epmenT, 3a yyacri SsKOro
aMIHOKHCJIOTA THPO3HH
NEepPeTBOPIETHCA HA CHOJIVKY, AKa
HeoOXi/IHA /1 CHHTE3Y MIrMEeHTY
mesnaHiny (wkipa, paiayKka oka,
BOJIOCCH).

- 3aXBOPIOBAHHS TPATUIAETHCA YV BCIX
HOMYJIALIAX JIOAEH 3 YaCTOTOIO
1:28000 - 39000.

- YenagkyBaHHSA: QyTOCOMHO -
pelecuBHe




Jenunros (reHoxonil)

e MyTauil TPpbOX pPi3HUX hepMeHTIB
(aekapbokcunasu, TpaHcauunasu, ¢gnaBiHOBOIoO
depmMeHTy), NOPYLUYETLCA OKUCTIIOBaribHe
AeKapooKkcunoBaHHA 3—X KETOKUCIIOT, B AKi
nepeTBOPHOETLCA NTIEULUUH, iI30JIeULMH | BaniH.

e KniHiYHO poO3pi3HAOTL AeKinbKa coopm Ui€l
XBOPOOU — KNacn4Hy, NPOMiXKHY, M’SIKY,
TiIaMIH3anexHy.

e OCHOBHI CMMNTOMU NOB’AA3aHI 3 YpPaXKeHHAM
HepBOBOI CUCTEMU: CYAOMMU, NOPYLUEHHA ANXAHHSA,
B Cedi HaAJNIMLIOK KeTOKMCNOT Hagae€ in 3anaxy
KIeHOBOro cupony.



Ankantorypia (A-P)

e NedeKkT hepMeHTY oKCcUpasun, sika Katanisye
nepeTBOPeHHA rOMOreHTeH3MHOBOI KUCJIOTU B
ManeiHaueToouToOBY.

e KniHiYHi nposiBM: Han4acTille NOYMHATLCA
nicna 40 pokiB, naTonoris cyrno6iB, KiHLUIBOK Ta
XpeobTa, iIHWKnX 36aravyeHnx CNosTy4yHoH
TKaHMHOKO YacTUH Tina. BigknapaHHA
rOMOreHTU3MHOBOI KUCJTOTU B CMOJTYYHIU
TKaHUHI (NirMeHTauia Konbopy oxpu). Benuka
KiNMbKICTb KUCJTOTU BUBOAUTLCA 3 CeYero
(moTeMHIHHA Ha NOBITPI).

e Bnepwe onucaHa A. N'eppogom B 1902p.






[Fanakro3emis,
PpyKTO3EMIA,

[ nikoreHo3u,
Mykononicaxapmnaosu.

NopyLeHHA OOMiHYy ranakTo3u, ska HaagxoauTb 3 DKeK Ta
YTBOPHOETLCSH NMPU rigponisi NakTro3u.

y FOMO3UroT aKkTUBHICTb (pepmeHTy 3—-12 % Big HOpMU, y
retrepo3urotr — 50 %. YactoTa 1:35...150 Tnc. HapoaXeHb.

XapaKTepu3lyeTbCA reTeporeHHicTio, 3 yactotor 1:100...200
TUC., 3yCTPIYaAETbLCA rariakto3emisi 3 M’siKoro KriHi4YHOMO
KapTUHOIO.

PeHOTUNOBO (KIiHIYHO) NPOABNAETbLCA XXOBTAHULS
HOBOHapPOAXXeHUX, ONoBaHHA, NPOHOC, possmox pPO3yMOBOI
BiACTanNocCTIi, BpaXXeHHS neyviHKn, guctpodis

Mpw paHHin giarHoCcTULi ANTUHI npusnaqaroTb cneuianbHy
AIETY - BUKIMIOYEHHS MOJIOKa MaTepi Ta iHWKX NPOAYKTiB, AKi
MiCTATb NTakTO3y abo ranakrto3y. PO3BUTOK HOpMani3y€eTbCA.



lIpuvuHaQ — HAKOMNUYEeHHsA 2aAaKmMo3u.

— P
.

1
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F »

Ll




[ nikoreHoswu
A-P (1 : 40 000)

1.[lleuviHKOBa
2. M’'s30Ba
3. eHepanizoBaHa




JI HaoriAYverlrl]

Q1

Myrononicaxapnoosv - XBopo

e — CNaaKoBi XBOPOOU — NOpPYLUEHHS MeTaboniamy
rnikosamiHrnikaHiBs (FAl'), Hakonn4yeHHA TAl" BHacnigok
MyTauin pepMeHTIB nizocom (rigponas).

e [eHeTMYHa reTeporeHHICTb BU3HAYaETbLCA MyTaliaMMU
PISHMUX reHiB, SIKI KOAYOTb PI3HI PepMeHTM!.

e Tun ycnapgkyBaHHA A — P, X -P.

e ®PeHOTMNOBO (KMNIHIYHO) NPOABNATLCA B NOPYLUEHHI

PO3BUTKY: KapJIMKOBICTb, 0COONNBI pUcU 00NnY4S,
MarnopyXxoMiCTb CyrrnobiB, 3MeHLeHHA MO3KY.

e PaHHA cMepTHICTb — 12-20 poKiB.
e 3 ce4yer BUAINAETLCA OaraTo MyKornosnicaxapuvais.

e HawnvacrTiwe 3ycTpivaroTbca cuHapom Nypnepa
(raproniam), cuHapom XaHTepa (Mykononicaxapupos, Tun
).



Mykononicasapungosu

Mykononicaxapuaosu
NpeacTaBnATLCSA LINOK rpynor
CnagKoBUX 3aXBOPHOBaHb
CMONYYHOI TKAHUHW. [na HUX
XapaKkTepHe NOpPYyLIeHHs B
OpraHiami meTabornismy Kucnmx
rnmosammommama Lo
NOB's13aHO 3 HEAOCTATHICTIO
nisocomManbHux (hepMeHTIB.

P0o3pi3HATb 8 OCHOBHUX
pi3HOBMAIB MyKonoslicaxapuaosis.
Bci pisHOBUAW, 32 BUHATKOM
cuHgpomy ['yHTepa,
yCnagKkoBYOTLCHA ayTOCOMHO-
peuecuBHo; cuHapom ['yHTepa
yCnagKoBYETLCHA PELECUBHO,
34enneHo 3 X-XpoOMOCOMOH.

HepocTaTHICTb
ni3ocomMmanbHuUx
hepMeHTIB

|

MopyLwieHHs metaboniamy
KMCNuX amiHOrmMikaHie

}

BigknaaaHHa NpoayKTis
0BMIHY B CNOMy4YHIn
TKaHWHI




[[aproiniam

[1o6pe BUBYEHUM € raproiniam,
abo xsopoba lNdgaynanepa-
Xwopnepa. B Halw Yac onucaHo
©araTo coTeHb BUNagKis Lboro
3axBOPHOBaHHSA, XBOpOoONuBI
CUMMNTOMMU KO0 NPOABNAOTHCSA
3as3Buyan Ha nepLiomy, piglue Ha
APYromMy poui XXUTTS.

XapakrtepHuMn o3Hakamum Lboro
3aXBOPHOBaAHHSA € KapnuKoBUn
3PICT, HEMPOMOPUIAHICTL FOMNOBM |
Tynyba, Benuka noTeBopHa ronoea
N BKOpOYEHa LUNA Ta KIHLIBKW,
3HWKEHHS IHTENEKTY, NOMYTHIHHSA
POriBKK, rnyxoTa.



e — NOpPYLUEHHSA po3LwenneHHsA ninigiB Ta
OoOMiHY niniaiB nra3mm KPoBi.

e Tun ycnagkyBaHHAa A - P, X - P.

e HacToTa pi3aHux cbopm BIig = 1:4000
HoBoHapoaxeHux po 1: 300 000, yacTtoTta B

PISHUX NonynAauiaX MoOXe 3Ha4YHO
BIAPISHATUCA.



. HaxonuueHHs niniais y
| BHYTPIlWHIX opraHax.

" MouaTxoBi cCUMNTOMMW: BiaMoBa

BiA Xi, OnioBaHHA, B
NoAaNbLLWOMY 3HWXEHHA Baru,
£ rinepTpodia BHYTPRIWHIX

| opraniB, 3aTpMMKa NCUXi4YHOro
| po3BUTKY.

HanisnetansHa MmyTauin
(cmepThb A0 5 pokiB)



YpaXeHHA BHYTPIWHIX
opraniB npu
reHepanisoBaHin
cdopmi xBopobu




ABopoda Ten- Caxca (A=P)

e [lounHaeTbCH B 4-6 MicsAUIB.

e [lopyLLUeHHSA 30pY: 3HUXKEHHS 30pY, CUMIMTOM
“BULLIHEBOI KICTOYKN", aTpOdIia 30pOBUX
HepBiB, cninora.

e 3HMKAOTb OPIEHTYBASLHI Ta 3aXMUCHI peakuil,
niaBULLIEHI peakKLil Ha 3BYKOBI CUrHanu.

e CMEepPTHICTb Yepes 1-2 poku nicns nodaTky
3aXBOPOBAHHA.




['eHHI CIIaJIKOB1 XBOPOOH XBopooOa Tes- Caxca
gdaxpoproBanusa [THC .

XBopobu
I'enHi cnadkosi
xeopobu

)

Haiibinbw nowmpena ¢popma Horo crocrepiraerbes y
HEMOBJIAT.

YpaxkeHi JAiTH NpU  HAPOPKEHHI  BUIJIAAAIOTH
3/10POBUMHU 1, AIK 3/1a€THCA, B Neplul KuUibKa MicsuiB
YKUTTS PO3BUBAIOTHCH HOPMAJILHO.

Jasi  po3BUTOK  YHNOBUIBHIOETHCS 1 BHHUKAKOTH
CHUMIITOMM.

Ha sxanp, e)eKTUBHOrO JIKYBAHHA S HUX AITEH He
icHye. ¥ Hux BifcyTHIH ¢depmenT (6in10K), AKUH €
HEOOXIZIHUM Ui  PO3UIEIJIEHHA TEBHUX JKHPOBHX
PEYOBHH Y MO3KY Ta HEPBOBHUX KJIITHHAX.

I1i pe4yOBHMHM HAKONUYYIOTHCSA B TKAHWMHAX 1 OCTYTIOBO
PYHHYIOTh MO30K Ta HEPBOBI KJITHHH, A0KH Bes ITHC
He TIPUITHHSAE CBOIO poboTy.

CumnToMu XBopoOu Briepiie 3'aBJISIOTHCA ¥ Billi 4 - 6
MICALIIB, KOJIM 30BHILIHBO 3J0pOBa AMTHHA PanTOBO
MPUITHHAE TIOCMIXaTUCA, TIOB3aTH abo nepeBepraTucH,
BTpavae 371aTHICTh OpaTh peyi Ta yTpUMyBaTH 1X B pyli
1 BpewTi-peliT C¢rae oIinoo, napaai3oBaHol 1 He
pearye Ha 30BHIIIHIN CBIT.

CmepTh HACTaE y Billi 10 5 POKIB.




AMaBpPOTUYHA IOI0TIA

AmMaBpOTUYHA igloTIA
(xBopoba Tesn-Cakca) —
ANA Hel XxapakTepHo
BlAKNagaHHSA B KMNITUHAX
MO3KY, NEeYIHKN, cenesiHKu
Ta IHLWIKUX opraHax ninigy

raLHrniosuay.

Tun ycnagkyBaHHA —
ayTOCOMHO-pPEeLEeCUBHUN.
['eH nokanisoBaHun Ha
aosromy nnedi 15
XPOMOCOMMW.

SHWKEHHSA aKTUBHOCTI
hepmeHTy
rekcosaminigasm A

1

BiaknaaaHHsa ninigy
raHrnioanay B MO3KY,
nediHui, cenesiHui

|

PyWHyBaHHSA aKkCOHIB
HEPBOBUX KNITUH
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Cnanxozl XsBopody NypUuHIE | nUpUuMUoIHIE.

e NMpuknap cuHapom Jlewa - HauaHa. Yacrtota 1
300000. Tun ycnagkyBaHHA moxe oytmu X—-P, A-P.

e Hectauya depmeHTy, HeoOxigHoro gna cuHtesy OHK
(rinokcaHTUH-hochopndosunTpaHcdepasn).

e B ceui xBopux HaKONMYYETLCA ce4oBa KUCIOTA.
PeHOTUNOBI NOPYLUEHHSA:

> po3yMoBa BIACTanNICThb, CUMMNATUYHI GETELIETH
nigBuvwleHa 30yanuBICTb,

> MOPYLIEHHSA NYPUHOBOIro ooMiHy,
» arpecuBHa noBeAiHKa,
> HUPKOBOKaM’siHa XBOopobOa (Hakonn4eHHs ypaTiB).



CuHpgpom Jlbowa-HixaHa

XBopoba nposaBnseTbCS
PO3YyMOBOI BIACTANICTIO,
Hanagamu arpecuBHoOl
noBeaiHKN 3
CaMOYLLUKOXKEHHSAM,
nNiABULLEHUM BMICTOM CEYOBOI
KUCNOTWU B Ceul.

[[eH, KoAYy4YnUU rNNOKCAHTUH-
docchopubosuntpaHcgepasy,
po3TalloBaHum B X-
XPOMOCOMI. 3aXBOPHOBAHHA
yCnagKkoBYETLCA SK
MOHOreHHa peuecuBHa X-
34yenneHa o3Haka

HedekT hepmeHTy
rinOKCaHTUH-
ryaHiHgocgopubosuntpaHce
epasu

|

YTBOPEHHA BENUKOT
KiNbKOCTI CEYOBOI KMCNOTH




[eMornodinonatii

e FemornobGiHonaril — rpyna cnagkoBUX
XBOPOO, Npn AKUX NOPYLIYHOTLCA OINKOBI
naHuyrorm remorno6iHy (Hb), wo
NpU3BOAUTb A0 3MiH IX (DYHKUIN |
BnactuBocten. [1o Taknx xsopob
HanexaTb: MeTreMmornooiHeMmis,

epuTpoLuuTo3un, cepnononioHOKNiTUHHA
aHeMisl, Tanacemis.



3 BUCOKOK YaCTOTOH 3yCTPIiYAETLCA B perioHax
PO3NOBCHOAXEHHA Mansapil.

Tun ycnagKkyBaHHS - ayTOCOMHUU, 3 HENMOBHUM
AOMIHYBaHHSM.

MyTaHTHUU reH (S) BUKNTMKAE CUHTE3 reMornobiHy S, AKUK
3MiHIOE (hOpMYy epUTpPOLUTIB Ta Criado NpUEaHYE KUCEHb, B
HacnigokK Yoro po3BMBAETLCA aHeMif Ta rinokKcis.

Y retepo3mror — ogHo4YacHo € HopmMmanbHuu Hb Ta
MyTaHTHUM HDS, ane BOHM He XBOPiOTb Ha Mansapiro.

— XBOpPOOU, Npn AKMX 3MEHLUYETLCA BMICT OifiKy
rnoOiHy B mornekyri remorno6iny (Hb).

Tun ycnagkyBaHHA A — P, abo BHacnigok geneuin.

Ona pgiarHOCTUKKM BMAYy TanacemMmin BUKOPUCTOBYHOTb
MONEKYNSApPHO—TeHEeTUYHNN MeToA, eneKkTpodopes.






KonareHoBi xBopoOw.

e B ocHOBI Uux xBopoO reHeTUYHI aecekTn 6iocnHTesy Ta
po3nany KonareHy (CTPYKTYPHUN KOMMOHEHT CNOJTy4YHOI
TKaHUHN).

e [lo uiel rpynu HanexaTtb: xBopoba Enepca — [laHnoca, ansa
AAKOI XapaKTepPHUU reHeTUYHUN noniMmopdiam, Tmn
ycnagkyBaHHA A — 1, A — P; xBopob6a MapdaHa (A — 1 Tun
ycnagKkyBaHHS).

PeHOTUNOBO NJIENOTPONHA Aif MYTAaHTHUX FeHiB MPOSABNAETLCA:

>  rinepmooGifibHUM CUHAPOMOM, 30iNbLUEHOK eMaCTUYHICTIO

LLUKipwW,
>  BHYTpPIWHIMKN KpOoBOTEYamMu1, 3aMiHamMu B cyrrnobax,
»  ONMaKNTHMMM CKnepamm.

e [lepBuHHI aecdekTn — nopyweHHA OioCMHTEe3y KonareHy abo
npouecuHry ¢iopun i Konareny.



CuHapom MapdaHa —

apaxHoOaKTUnis




CuMmnTomMaTumka 3axXBOPHOBaAHHS

Bucokun 3pict, 4OBri
naBykonogioHi nansui

[Hedopmauia rpyaHoil
KIMITKW
[TnockocTonicTh
[TaxoBi Ta cTErHosI
rpuxi

[loripLueHHs 30py
KaTapakra, KOCOOKICTb
BpoaXkeHi NoOpoKu
cepus, Po3LUNPEHHS

aopTN 3 PO3BUTKOM
aHEeBpPU3MU

arachnodactyly
Pectus excavatum

Dilation
i y of aorta

FADAM.




MyxoBicUMDO3U

(A - [0 a6o A — P Tvn ycnagkyBaHHs1, 4yactota 1:2500
HOBOHapPOOXXEeHUX).

B ocHOBI naTtoreHe3y ycix popmMm — ypaxXxeHHS

€HAOKPUHHUX 3a5no03 (CeKpeTyr4nx KnitTmuH OpPoHXiB,
nigWwrnyHKOBOI 3ario3U, KULWIeYHUKa, NOTOBUX 3ano3,
neviHKU) BiaOyBa€ETbLCA BUAINEHHA N'YCTOro CeKpeTy,
3ananbHUMM Ta CKNepOTUYHUMM 3MIHAM B OpraHax.

OCHOBHI (popMM - NeviHKOBAa, fiereHeBa Ta KULLUKOBaA.
[liarHocTUKa - cneuianbHI KOMNMNEKCHI TECTM -
BU3Ha4YeHHA BMICTy Na' B ceKkpeTax, BUSHAUYEeHHHA
aKTUBHOCTI TPaBHUX (hepMEHTIB.



Puc. 2

3MiHWN CTPYKTYpU
Nig»KNyHKoBOI 3a5103u (1) n nediHku (2)




MynsTucpaxroplansHi xeopodn (MX)

Brimagkoel dakTopH (1)

dKETOPDH Cep eH0EHII A

MyneTudakTopianeHi

XBOPOOU I’ oooeH renm
- . .
~w | Ilo0Or e cracTenta




MX xapakTepu3yrTbCA 6e3nepepBHUM pPSAOM
deHOTMNOBUX 3MiH Bif CYOKNIHIYHMX [0 YiTKO
BUPaXeHUX KrNiHIYHUX CUMNTOMIB.

Benuke 3Ha4yeHHsA B eTionorii, po3BUTKy, nposaBy MX mae
BNAvB (pakTopiB cepeaoBULLA.

Ocob6nuBe 3Ha4YeHHA NpU LbLOMY BiAirparoTb BUNa[KoOBI
dakTopun, SKi 3HaYHO CTUMYIIOKOTb €KCNPECUBHICTb
o3HaK npu MX Ta cTUMYnIOOTb paHHKO MaHidpecTauilo Ta
LUBUAKWUN nporpec natonorii.

[Mpu KNiHiKko—reHeanoriyHomy aHanisi MX

BPaxXOBYHOTb:

4aCcTOTy 3aXBOPIOBaHHA Yy poanyiB, cCMOCIB, sika MOXe
OyTK 3HA4YHO OiNbLOK HiX 3ararnbHO-NONynNAUiNHA;

3anexHICTb YaCTOTU 3aXBOpPHOBaHHA Bif CTaTi, @ TaKOX
BiA NiHil, IKOKO nepepacTbcA (YacTiwe 3a
MaTepPUHCbKOIO).



MyabmugakmopianbHi 3ax80plo8aHHA

Llykposuii diabém — rpyna eHIOKPHHHUX 3aXBOPIOBAHb, 10 PO3BHBAKOTHCS BHACTIAOK
A0COMOTHOI Y1 BIAHOCHOI HGAOCTATHOCTI TOPMOHY 1HCYJTHY, NOABH IHCYTIHOPE3HCTEHTHOCTI,
BHAC/III0K YOTO BHHHKAE TINCPIIIKEMIs — CTIHKE IMiABHICHHA PIBHA IFOKO3H Y KPOBI,

Acmyma — po3noBCHKEHE XPOHIYHE 3aMaTbHE 3aXBOPIOBAHHA MXATbHIX LITAXIB, SKE
BH3HAYAKOTH 3d PI3HOMAHITHUMH MOHOBTIOBAHMMH CHMITOMAMH, 000POTHOK) 00CTPYKLIEK
MAXATbHIX HULAXIB TA OPOHXOCA3MOM. THNIOBI CHMITOMH BK/THYAKOTH XPHITH, KALICITb,
CTHCHCHHSA Y TPYAAX Ta 30 THLIKY.

P PEBMAMU3M ~ 33XBOPIOBAHHS IMyHHO-3ananbHOro
ApAKTEpy, MOB'A3aHe i3 CTPENTOKOKOBOK iHbexuiero. \

9ePKy b ,—nowupeneuyﬁara'rbox amnaAKax neranbjte; . ® ‘ .'”'
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XPpOMOCOMHI XBOPOOM — 11€ BeIMKa IpyIia CHagKOBUX XBOPOO,
OCHOBOIO SIKMX € XPOMOCOMH1 200 r€HOMHI My Talili.

ETio/IoriYyHUMHA YHHHUKAMH XPOMOCOMHOI TMAaTOJIOTi € BCl BUAU
XPOMOCOMHUX MyTaLli 1 AesAKl TeHOMHI MyTauli. Y JFOOUHU BUSIBJIEHI
TIJIBKU TPU TUNU T€HOMHMX MyTaulli: TeTparuioifisi, TPUIUIOIAISA Ta
aHeY IJI011151.

XPpOMOCOMHI XBOPOOU MOMIISIOTHCS 3aJI€KHO BIZI TUITy My TaLlli,
Ha CMHAPOMHM, 3yMOBJIEHI YHUCJOBUMHM (MOIIIJIOIAIT, aHeyIIoiali) abo
CTPYKTYPHUMU 3MiHaMU (menerli, IHBepcCli, TpaHCIOKaIlli, Ty TIIKaLiii)
XPOMOCOM.

XpOMOCOMHI ~ XBOPOOM  XapaKTepHU3yIOThCS  MHOXHUHHUMU
ypakKeHHsIMU O€3 MEeBHOI MaTOreHEeTUYHOI JIAHKH.

Sxmo MyTailis BUHUKJIA B 3aPOAKOBUX KJIITUHAX, TOAl BUILJISKOTH
noBHy (¢opMy XBOpOOH, SKIIO HEPO3XOMKEHHS XPOMOCOM abo
CTPyKTypHa aOepalisi 3 SBHJUCS Ha PI3HUX CTallsIX APOOJIEeHHs
3UTOTH, — PO3BUBAIOTHCS MO3aidyHl (hOPMH.




XpomocomHi xaopobu

" LlikaBa cTatucTuka:

* 40 BMNAAKIB CAMOBI/ILHOrO NepepMBaHHS BariTHOCTI NOBA3aHI 3
XPOMOCOMHIMM aHOMaNIAMU- aHOMANIAMU HE CYMiCHUMM 3 XUTTAM.

- XPOMOCOMHI 33XBOPIOBaHHA CMOCTEPIraloThCs Y 1% HOBOHAPOAXEHMX
AiTein. BoH € NpuUnHOI0 45-50% ypoaxeHx BaA po3BuUTKY,36% BunazKis
PO3yMOBoI BiaCTan0CTi,50% be3nniaan y xiHok,10% 6e3nniaan YonoBiKie.
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Tpu Hanbiapi HOIMMpPeHi XpPOMOCOMHI XBOpOOM OyAM OIlycaHi y BUTAAAL KATHIYHIX
CMHAPOMIB IIOPYIIIeHb PO3BUTKY IIle 3a40BrO 4O BCTAHOBAEHH:I 1X 3B 53Ky 31 3MiHaMM
xpomocom. Ile xBopoba Aayna, Biakpura B 1866 porii, cuagpom Kaanudearsrepa,
ormcanuii B 1942 porii, i cuaapowm Illeperiescskoro-Tepuepa

Cunapom KaanmHdeartepa, 47 XXY.

Oairodpenis (IQ -60 04.). Bucoxmnit

PiCT, TilTOroHaAM3M, CKOAi03. Cunapowm IllepertieBcbkoro-

Antnna 3 CuagpoMm Jlayna  Tepuepa, 45XO. Biactae B

MCX0Pi3aMIYHOMY PO3BUTKY,
Aediunt pocty, rirnoTpixos,
HV3BKUI PICT BOAOCCS Ha
1M1, IIKipHI HEBYCH.




Cxema Hepo3XoaXKeHHS OgHIEl napu
XpOMOCOM Y 1-My MEUOTUYHOMY
noAaini.

BHacnigok 3anuTTa aHoManbHOI
raMmeTu 3 HopMaribHOK ramMmeToro
YTBOPHOOTbLCA 3UrOTU 3 TPUCOMIEID
(1) abo moHocomi€ro (2).

A — nepwun i Apyrmu MEUMOTUYHUN
noain;

b - a3urotu: 1 — 3 TPUCOMIELO; 2 - 3
MOHOCOMIEIO.




CuHapom laray

Cunapom Maray (pucomis-13). Yactora 1:5000
— 1:7000 HOBOHQPOAXEHMX.

KAIHIYHI AIQTHOCTUYHI O3HQKM:
-LL{iNUHK BEPXHBOI ryou i nigHeBiHHS,

- 3MeHLeHU 06'em yepena,

- MlepeKOLIEHN, HM3bKWIA 1106,

- MiKpodhTansmis,

- aHoghTanbMis (BIACYTHICTL 0AHOrO abo 060X OYHHX
a6nyk), - nepeHiccs 3anarne,

- AeopMOBaHI BYLLHI PakoBUHHW, NOMIAAKTUNIS;
- BPO[KEHI Baau CepLs, iHWKUX BHYTPILLHIX OpraHiB.

BinbLwicTb AiTel BMUpaE B nepLui TwkHi abo micaui.
BupiwansHuM y QiarHOCTUL € LUTOreHeTUYHe
AOCHIMKEHHS.




CuHppowm lNaTay

e PeHOTUNOBI (KMNiHIYHI) NPOABU: MIKPOKpPaHisf,
aHomarnii Mmo3kKy, aHodTanbm, 3asi4ya rydba, BoB4a
nawia, nonigakTunifa, remadriomm (aHomanii
BHYTPILUHIX OpraHiB) YncenbHi BpoaXeHi Baau
cepus.

e 3MiHM aepmaTornidiku (Tynun KyT atd),
nonepeyHa AONOHHA CKNMagka. S—nogiobHa

cdabynsipHa ayra B AinAHUi BEqIMKOro nanbus
cTonm.

e Bucoka gutayva cmepTHicTb (90% npoTarom
POKY).



';Cuugpom Easapaca - Ttpucomia 18-i napu
XPOMOCOM. Y XBOPUX MEPEBAXHO YWKOAXEH
DKMTTEBO BAX/IMBI OpPraHu: roNOBHMWA MO30K,
cepue, NereHi, HUPKW, aHomanii vepena |
ckenera, crona Mmae GopMmy rovaanku,
ManeHbKWK Ta3, cKonios, 3autta xpebuie. Aitu
3 AAHUM CUHAPOMOM HaCTO NOMMUPAIOTL BiApa3sy

nicns HapoaXeHHA. [lo 1 MICAUA A0XMBAIOTHL
70% xBopux; we 7% AOXMBAOTL /vwe A0

www.fppt.info



KaploTyn npu cuHopoMi EoBapanca
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Curnoom Ensapnca (Edwards, 1960)

e Tpucomia 18, Tpucomia 3a xpomocomamm rpynu E.
UacTtoTta = 1: 7000 HapogXeHb.

e PeHOTUNOBO NPOSBIAETLCA KOMMIIEKCOM BapiabenbHUX
Bag PO3BUTKY.

e HepoctaTtHi i3NYHUIN Ta NCUXIYHUA PO3BUTOK, M'A30BI
aTpodii, rMnbdoke po3TallyBaHHA Ta AUCnnasia BYLIHUX
PAKOBUH.

e [lopyLLUEHHS PO3BUTKY o4Yen: MikpodpTanbm, aHomanii
panay>XHol 0OONOHKN, enikaHT.

e AHomarnil ckeneTy, KpunonogioHa Lwkipa wwi,
LTonoaibHa popma rpyaHoi KniTku, nmcnnasm
rpyanHu, Tasa, aHomanii pebep, Ckonios, MHOXMHHI
Baau PO3BUTKY BHYTPILLHIX OpraHis (cepuﬂ rnereHb,
HUPOK), rinocnagiq.

e [liTn ruHyTb NpoTArom 1-ro — 2-X pokiB.



Cuvnapom [layHa (Dawn, 1866)

e [pucomia 21, kapiotnn 47 XpoMOCOM.

e YactoTa 1: 700...800 HOBOHaApOaXEHUX,
yacTtoTa 3pocTae 3 BikoM maTepi (nicnsa 36
— 40 pokis ctaHoBuTb 1: 50).

e Pe3ynbTaTt Tpucomil 3a 21 XpoMOCOMOH,
TpaHcrokauil abo mosaliymsmy.



CuHapom ayHa (Tpucomia 21
XPOMOCOMMU

Lle oagHa 3 HaWUNOWMPEHIWKUX NATONOTIN
NIOAWHU. 3 4ACTOTOKO Ha CBITI AiTer 3 uum
Heayrom cknapae oguH Ha 800-900
HOBOHAPOAKEHMX.

2 www. harrycutting.com

Cunapom [ayHa (Tpicomia no xpomocomi 21) -
oaHa 3 dopm nartonorii reHoMa, Npu AKIN
BCbOro Kapiotun npegcrasneHum 47
XPOMOCOMaMM 3aMiCTb HOpManbHUX 46,
OCKiZIbKM Xpomocomu 21-0i napu, 3amicrb
HOPManbHUX ABOX, NPeACTaBNeHi Tpboma
Koniamu. IcHye we asi popmu gaHoro
CMHAPOMY: TPAHC/NOKaWiAa Xxpomocomu 21 Ha
iHWi xpomocomu (yacriwe Ha 15, pigwe Ha 14,
we pigwe Ha 21, 22 i Y-xpomocomy) - 4 %
BUNAAKIB , i MO3ai4YHMIA BapiaHT cMHAPOMY -
5%.




Eniaemionoris

Cunapom JlayHa He € PIAKICHOKO NAToJIOri€l0 - B CEPEAHBOMY CHOCTEPIracThbCs OAHH
Bunaaok Ha 700 nosorie; B JaHW MOMEHT, 3aBSIKH NMPEHATAIbHIN A1arHOCTHLI,
4acTOTa HAPOKEHHSA AiTel 3 cunapomom Jlayna smenwmnnacs a0 | ao 1100,

Y XJIONMYMKIB | y AIBUATOK aHOMAJisl 3yCTPIYAETHCA 3 OAHAKOBOK yacToToro |:1.

Ha 800 ado 1000. ¥ 2006 pouti LleHTp 3 KOHTPOJIIO |

Hactora Hapo/ukenb aitei 3 cunapomoM Jlayna | ‘ f L \g '
npo¢ IAKTUKH 3aXBOPHOBAHbL OLIIHUB SIK OJIMH Ha 733 ’

xusoHapokeHux y CLUA (5429 HoBux BHNAAKIB HA PiK).
banszbko 95% 3 Hux no Tpucomii 21-1 XpOMOCOMH,
Cunapom JlayHa 3yCTpivaeTbes B YCIX €THIMHHUX rpynax |
Cepe/l BCIX EKOHOMIYHMX KJIaciB.




Cwvnppom [layHa
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Kapiotun cunapoma [layna (47, 21+)
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CUHDPOM “KOTAYOro KpuiK)
([cuHppom ,cri-duchat”; 1963),

e [lefneLisa KOPpOTKOro nne4va 5 Xxpomocomm (Sp-).
YactoTa cepen HoBoHapoaxeHux 1: 40000...50
000.

e XapaKkTepusyetbcqa nNoniMmopdiaMmom B 3aneXXHOCT]
B4 pO3Mipy Oeneduiil.
e OeHOTMNOBO CMNOCTEPIraeTbCA HEOOCTATHIN

di3nYHMM Ta PO3yMOBUU PO3BUTOK, aHOManIl
BHYTPILLHIX OpraHis, Mikpouedarnis.

e [lig Yac HapoOKEHHA XapaKTEPHNN KOTAYNIN KPUK.



HaumnommupeHiin XpoMoCOMHI XBOpo0oH

T  S————

CUHAPOM «KOTAYOT0 KPHUKY

(Bmcy'rmcm YAaCTHHU 5-1 xpomocoun)

[IposiBu:
—pO3yMOBa Bi/ICTa/IiCTh;
—He3Ha4yHa TPUBA/IICTh

XUTTA (A0 10 pokiB);
—I1/1a4, 110 Harajye€ KpuK
KIIIKH;
—Micsanenoaione obmuuus,
HHU3BKO pO3TalllOBaHi,
JedopmoBaHi Byxa TOLIO.




XPOMOCOMHIi XBOpooOw#,
noB’A3aHi 3i 3aMIHOKO YUcna cTateBux
XPOMOCOM.

Mpu Ao3piBaHHI cTaTeBUX KNITUH IHOA|
CNOCTepIracTbCA NOPYLUEHHA PO3XOOAKEeHHS
CTaTeBUX XPOMOCOM.

[[OHOCOMIl Yy HOBOHapPOOXXeHUX
3ycTpivarnTbCca AocuUTb Yacto. Kpim aHomanii
YO0, iHWi KoMmOiHaUil cTaTeBUX XPOMOCOM
CYMICHI 3 eMOpiOHaNbHUM |
nocteMmopioHaribHUM PO3BUTKOM. AHOMarnIl
KINbKOCTI CTaTeEBMX XPOMOCOM NpeacraBreHi
MOHO- | NONICOMISAMM.



"
Cunapom
lllepemeBchkoro-Tepuepa (45, X0)

VYrepiue onucanuii M. lllepemeBcbkum y 1925 p. 1
Tepuepom y 1938 p.

[Tpuunna XBOpOOM - MOPYLICHHS PO3XOKEHHS CTATEBUX
XpOMOCOM

XBOpiOTH JIMIIE KiIHKH, Y HUX BIICYTHSA OfHA X-
xpoMmocoma (45, X0) - exuna hopMa MOHOCOMIT Y
YKUBOHAPOJKEHUX

Yacrtora cunapomy 1 : 3000 HOBOHAPOHKEHUX I1BYATOK

JInme y 20% KiHOK BariTHiCTH XBOPUM ILJI0O0M
30epIiraeTrbes 10 KiHIA | HAPOAKYETHCS KMBA TUTHHA.
B 1HmuMx Bumnajakax BiA0yBa€TbCS CIIOHTAaHHUM abopT abo
MEPTBOHAPOKEHHS




" ? «  Cuppowt (Wepewescroro-Teprepa, 45/ X0
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[liarHoCTUKa

Tinbua bappa
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CuHapom nonaicomii 3a X-
XPOMOCOMOIO Y KIHOK

(cuHapoM «cynepcamrm»)

CUHAPOM BKNKOYAE

- TpUcomito (kapiotun 47, XXX)
- TeTpacomito (48, XXXX)

- neHTacomito (49, XXXXX)

HanyacTiwe 3ycTpiyaerbca Tpucomia — 1 Ha 1000 ais4aTok,
LLO Hapoaunuca

BiA3HAYaETbCA HE3HAYHEe 3HUXKEHHA IHTe/IeKTY, NigBULLEHa
IMOBIPHICTb PO3BUTKY MNCUXO3iB | LWWN30PPEHIi i3 HEeCNpUAT-
nMBUM nepebirom.

MoyknmBa AeBiaHTHA cTaTeBa NoBeAiHKa
30aTHICTb HAPOAXKYBATU AITEN Y TaKUX XKIHOK CTPaXKAaE Y
MEeHLUIn Mmipi .




CuHpgpom KnanHdenbTtepa
(Altmann, 1895, kapioTun 47, XXY; 48,
XXXY; 49, XXXXY. Kleinfelter i
cniBaBTOpU,1942).

YacTtoTa 1,5 : 1000 HapoaXeHux

XJOMYUKIB, IHWI BapiaHTU — pPiAKoO



Kapiotun 47,XXY

X1X XX XX XX X

2 3 4

XX XX XX XX XX XX XX
6 7 8 9 10 11 12

XX XX XX XX XX XX
13 14 15 16 17 18

X X X X X X X X XXX
19 20 21 22 X XY
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e lOHaKm BUCOKOro pocCcTy, 3 HenponopuiuHO
AOBrMmMmum KIHUIBKaMWu, reHiIkomMacrTI€o, I3
3HMXKeHHAM nibdigo. [llopywyeTbcAa cTaTeBuUMU
PO3BUTOK, rinonnasid $£€40K (FiCTONOriYHO —
3BY)XeHHA abo noBHa oOnitepaudia CciM’AHUX
KaHanbuiB). beannigHicTb.

e [cnxivyHi nopyweHHA, npu 30iNbLEeHHI KiNbKOCTI
X—XpomMocoM — onirogpeHisi pi3HOro CTyrneHs.

e 3MIHNM Aaepmartornidikn — auctanbHe 3MILLEeHHA
akcianbHoro Tpupagiyca i 30inbweHHAa KyTta atd.
Ha nanbusax nepeBaxaloTb Oyru.



Cunppom aucomii 3a
Y-xpomocomoro (47, XYY)

Onwucanuu y 1961 p.

3ycTpivaeThbes 3 yacToToro 1 Ha 1000
HOBOHAPO/)KeHHX X/IONUHKIB

Yormnosiku i3 Habopom xpomocom 47, XYY
He BiJIpI3HAIOTHCA BiJl HOPMU 3a (Pi3UYHUM 1 pO3YMOBUM
PO3BUTKOM

BijizHauaeTbca HeBeTMKe 30i/Ib1IeHHs 3pocTy — 0iJist
185 cm

[HOA] criocTepiraeTbCs He3HAYHE 3HKEHHS

IHTEe/IeKTY, CXH/IBHICTD A0 arpeCHBHHX i
AHTHCOLla/IbHUX BUMHKIB. 3a IedKUMU JaHUMU, Y
MiCIsIX Mo30aB/ieHHsT BOJIi YOJIOBIKiB i3 reHOTHIIOM XYY Y
10 pasiB bOisiblle, HIXK YOJIOBIKIB i3 HOpMa/IbHUM
reHOTUIIOM




_ [lpominakTka

« HambinbLu noLmpeHnM | eEKTUBHUM
MIAXOA0M A0 MPOMINIaKTNKM CriaaKoBUX
XBOPOD € MeANKO- reHeTUYHa
KOHCYIbTallis..




- OAWH i3 BuAIB cneudianizoBaHol AOMOMOrM HacerieHHHo,
fiKa cnpsiMOBaHa Ha nonepeaxXeHHA HapoOOAXXeHHSA Aiten 3i
CNnaaKoBOKO NAaTOJIOTIEIO.

a) BCTaHOBJIEHHSA TOYHOro AiarHo3y cnagkoBoOro
3aXBOPIOBaHHA;

0) BU3HaA4YeHHA TUNY CNaAKOBOINo 3aXBOPIOBAHHSA B AaHIN
cim'i;

B) pO3paxyHOK PU3NKY MOBTOPEHHA XBOPOOU B CiM'l;

r) BU3HA4YeHHA HanOinbLll e(peKTUBHOIro crnocooy
NpogiNakTUKu;

A) NOSACHEeHHA ocobam, Lo 3BEePHYSIUCA CeHCY 3ibpaHol i
npoaHanizoBaHol iHpopmauii, MeaguKo-reHeTU4YHOro
MPOrHo3y i MeToAiB NpPodinakTUKu.



e Meauko-reHeTU4YHa QoONOMOra HacesrieHHIO YKpaiHu
HagaeTbCcA paxiBUAMU MDKPANOHHUX MeaUKO-
reHeTU4YHUX KabiHeTiB (MMI'K), obnacHux meguko-
reHeTU4YHUX KabiHeTiB (OMI'K), MbxobnacHux meauko-
reHeTU4HuXx UeHTpiB (MMI'L)), YkpaiHcbkoro HaykoBoro
LLeHTpY Me,D,I/I‘-IHOI reHeTUKU, a Takox kniHivHnx HAl M3
YkpaiHu i AH YKpaiHu.

- HagalTb cneuianisoBaHy 4ONOMOry HaceneHHIo pPerioHy
B AlarHocTuUul, npodinakruui I NikyBaHHI XBOPMUX i3
CcnNagKoBUMMU i BPOOXKEHUMU 3aXBOPHOBAHHAMM;

- OKpPIM reHeTUKIiB-neAiaTpiB i akyLwlepiB-riHeKonorie, B
wrtat MMI'L BxoaaTb (axiBui, O NPOULLNN NiArOTOBKY 3
MeANYHOI reHeTUKN (eHOOKPUHOJSIOr, HeBpPONaTonor),

- MAaOTb LUUTOreHeTU4Hi, bioximivHi naboparopii, Y34,
nadopartopito AAHK-giarHocTUkKu;

- OPraHi3oBylOTb MAaCOBMU CKPUHIHI cnagKoBUX
3axBoproBaHb ((peHinkeToHypil, MyKoBicunao3y, remodinil,
M'SI30BOI ANCTpPOil).



1 Po3Butok MIK sk camocTinHOI mMmeau4yHol
rany3si noB’a3yroTb 3 im’am LlesidoHa Knapka
Pida — amepuKaHCbKOro 6ionora ta reHeTuKa,
AKMu B 1947p. nepumm 3acTtocyBaB TePMiH -
2eHemuy4yHe KOHCYJ/Ibmy@8aHHS |
cchopmynoBaB UOro OCHOBHI 3a4aui.

1 B 1929p. pocincbkum nikap-reHetuk C. M.
JlaeudeHKkoe opraHizyBaB nepLiy B CBITI
MeAUKO-TeHeTUYHY KOHCYNbTauilo,
cchopmyrnroBaB OCHOBHI MOMOXeHHSA
MEeTOANKU KOHCYNbTyBaHHA POAUH 3i
cnagKoBMMU 3aXBOpPIOBaHHAMU HEpPBOBOI
cuctemu (1934p.).



e | eTan - npoBoAUTLCA BUBUYEHHA aHaMHe3y

XBOpPOOU, CKnagaHHA poaoBoAy i YTOYHEeHHSA
KINiHIYHOro giarHoa3y.

e Il eTan - nikap-reHeTUK NPOrHO3ye BIPOriAHICTb
HapoA)XXeHHSA XBOpPOI ANTUHU HA OCHOBI
BCTaHOBNEHHA TUNYy ycnaaKyBaHHA naTtonorii B
aaHin cim'l.

e lll etan — hopmynroeTbca oilinlHUN BUCHOBOK 3

pekoMeHAauiAMU, B T.4. NMPO CTyNiHb PU3UKY AnNA
HallaAaKiB.

BUCHOBKMU nikapsi-reHeTUKa NOBUHHI OyTuH
00'€EKTUBHUMMU, OCKiSfIbKM HEOOI'PYHTOBAHI
pekomMmeHaauil MOXYTb 00epHYTUCHA BaXXKOHO
NCUXONOriYHOKO TPaBMOIO AJIA POAUHM nicnA
HapoOOXeHHA XBOPOI ANTUHM.



MEOMKO-TEHETUMHE KOHCYIbTYBAHHS - ue ranysb
NPOMINAKTUYHOT MEAULIMHU, L0 MAE HG METI 3HUXEHHS KINbKOCTI
reHeTU4Ho 0bymosneHux xeopob i BpoAXeHUX natonoriv
DO3BUTKY

Eranu CKNAAAGHHA reHeTUYHOro NporHosy.

- BU3HAYEHHS CTYNEHS MeHETUYHOrO PU3MKY,

- OLlIHKA BAXNIMBOCTI HACAIAKIB NPOrHO30BAHOT GHOMANI,

- OLlIHKQ NepcneKTUB BUKOPUCTAHHS METOAIB NPEHATANbHOI
AIArHOCTUKM,




MonynauinHun pusuk ana Tpucomiun 13,18, 21
3anexHo BiA BiKy marepi

Bik matepi

Ho 19 pokie
2024 poKK

25-29 pokiB
3034 poKK

39-39 poKiB
40-44 poKK

45 poKIB | cTapwe




CTyniHb reHeTUYHOro pU3uKy iHoAI He cniBnapae 3i

CTyrNneHeM TSXKKOCTiI naTonoril.

Hanpuknap, A-[1 nonigaktunia nepepaeTbcs 3
MMoBIpHIicTIO 50%, ane MOXnNMBa Koperyr4a
onepauis, nicrig AKol XBOPUU MOXXe BEeCTU
HOpPMaribHUN CNOCIO XUTTA.

Pusnk meHiHromienouene onsa cmociB CTaHOBUTb
3-4%, ane Hacniaku xipypriyHol onepauii He
3aBXAu NO3UTUBHI, YacTo nicnga onepaudin
MOXITUBUU Napanape3 HMXHIX KiHWiBOK,
po3ymMmoBa BigcTtanictb. CTyniHb MeaAN4YHUX Ta
couianbHUX HacnigkiB y Apyromy Bunagky
THXKa.



Mpuknagu poaosoAiB 3 reHETUYHUM
pusnkom 0%

. e ONA Oiten 300poOBOro
, cubca

XoHapoaucTpodika ado
npobaHaa, ypaxeHoro
IHLLOKO ayTOCOMHOIO
aHomarnielro, fKka

ycnaaKoBYETbLCA 3a
Uy AOMIHAHTHUM TUMOM
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AnNA Hawaaka 6aTbKiB, ypaXeHNnX ayToCOMHUMM
retrepoanesibHMMU aHOManisiMy, AKi ycnagkoBylTbCS 3a
peuecMBHMM TUNOM Ae B poAUHI YonoBika nposaBunacs A-
P rmyxoHiMoTa, a B poAuHI OPYXWHMU IMyXOHIMOTa
34yenrneHa 3 NirMeHTHOK peTuUHonaTie (cMHapom Ywepa)



X-P

Xay

ANA aiten 3gopoBoro oparta remodinika,
abo xBoporo iHwWwow X-34ensieHo
peuecMBHOIO aHOMaAnIE

XAY



ONa HalwlagKiB 300p0BOI CECTPU XKIHKK, Y AKOI
Hapogunacs guTuHa I3 cuHapomom Anepa,
LLIO € pe3yNbTaTtoOM HOBOI reHHOI MyTauil.
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05151 NOTOMCTBA XiHKW, HaniBcnbcu (bpaTun no
ogHOMY BaTbKy), SKOI cTpaXkaaroTb MionaTiero
[lioLueHa



[EHeTUYHUY PU3NK OS5 e
NP PISHUX TUNaxX yenaoxyBaHHA 3axXBopioBaHHA

s aovas gy
s A cHOCE (%o

JomiHaHTHA redHa My TaimsA de novo

XponocovEa MyTama de novo

A¥TOCOMEO-D ATeCHEHHIT THIT

I’ oHOCOMEO-p AIeCHEHIT THIT nA cecTep ()

a4 op arie 33-50

AYTOCOMHO-TOMIHAHTHHH THII 3 HEI0BHDI

IIEHETP AHTHIC TH 35-50

Ilomreqso et epMIHOBAHIE THIT oo 10

P oK 0TILA 3ar aJh Ho—
TIOTTY AN AHEH P H3HE

Hezbamancorama xpomocomHa adepamia vy

0IHOTO 13 DaTEKIE 5-90




e [lpn nnaHyBaHHI BariTHOCTI CTyNneHb reHeTUYHOro PU3UKY
He 3aBXAu BUpiwanbHUU pakTop ANA POAUHMN.

Ha NPURHATTA NO3UTUBHOIO PilleHHA BNNUBAaIOTL HACTYNHI

c¢rakTopm:

1) MOXNUBOCTI HACTYNHOI MeAUYHOI KopeKLuil gaHoro aedeKkTy
abo Noro 4YacTtKkoBOro BUNpaBJieHHS;

2) pedekt (aHOManisl) He obMeXXye HoOpManbHUU CNOCIO XUTTSA
XBOpPOro;

3) ni3HA MaHidecTauin AedeKTy;
4) BiACYTHICTb AiTen y poAuHi;
5) nepuHaTanbHa neTanbHICTb PO3rnsiHyToro aedekxTy.

1) BiaCcyTHiCTb a60 0OMeXeHIiCTb MOXNMBOCTEN NPOBeAEHHSA
npeHaTanbHOI AiarHOCTUKMU;

2) ncuxiyHe 3axBOplOBaHHA NpobaHAaa i Moro NPUCYTHICTb Y
POAVHI;

3) TpMBarne NpPoXXMBaHHA XBOPOro B POAMHI, WO HaKnaaae
3Ha4Hi couianbHi OOMeXeHHS;

4) HasABHICTb 300pPOBUX XUBUX AiTEeU B POAOUHI.



TIPEHATANbHA OIATHOCTUKA (nat. prae — nonepeay,
nepep + natus — HAPOAXEHHS) — AIArHOCTUYHI NpOLIeAYpPY, WO
BUKOPUCTOBYHOTBCA B XOAI 06CTeXeHHd BariTHOT ANg
BUSBIMEHHS MeHeTUYHUX YU SKUX-Hebyab iHLWMX aHOMaIIN
PO3BUTKY MIIOAY

Buau npeHatanbHOT AIarHOCTUKM

2 N

IHBQ3UBHI:

HeIHBA3UBHI:

bioncis XOPiOHa  cxnypuikr maTepuHCHKGT CUPOBATKMA
AMHIOLEHTE3 y3n

nnauerHToLeHTes




Nnpu HAABHOCTI B poAUHaXx AiTeu 3
npupoaxXeHUMn BagamMmum Ppo3BUTKY; 3
peuecMBHMMU MOHOFeHHMMU XBOpobamu;

Np" HasSsBHOCTI XpPOMOCOMHMUX TPpaHCNOKauiu y
OaTbKiB;

Npu HassBHOCTI Y OOQHOrO i3 6aTbKiB
AOMIHAHTHOro 3axXBOPKOBaHHA;

npu BiUi MaTepi OinbLw AK 35 poOKiB;
NPy BUKUOHSAX, SIKi, MOXITMBO, NOB’AA3aHi 3
HeCcyMICHICTIO nnioAa i maTepi 3a

epuTpouuTapHMMM aHTUreHamum (pesyc-
KOHIKT, KOHPNIKT 3a cuctemoro ABO Ta iH.).



HEIHBA3WBHI METOU

CKPUHIHT MATePUHCHKUX CUPOBATKOBUX (PAKTOPIB - «nOTpildHMIA» TecT,
OCKIfNbKW NpY 1Oro nposeaeHHi A0CMIAKYETLCA BMICT Y KPOBI BAriTHOI TPbOX PEHOBUH:
- ANbPa-peTonporTerHy,
- XOpIOHIYHOrO rOHAAOTPONIHY,
- HeKOH'HOroBaHOr O CCTPiO ny, T T T T o '

Ynbtpassykose pocniaxerHs (Y3M)




IHBA3VBHI METOW

bioncis xopioHy - AMHIOLeHTes =

aHanI3 BOPCUHOK aHani3 HaBKOONAIAHOI MnauenToueHes |
30BHIWHLOTO Wapy DIAVHY | KAITUH KOpAOUeHTes -
NNAUEHTMU - XOpIoHY aHani3 NNAUeHTH i

NYNOBUHHOI KPOBI




npoBoAasaTb Ha 14-20 TUXHI BariTHOCTI, BU3HA4YalOTb

BeJsIM4MMHY nnoay, aHoMarium rofioBu, xpeobTa, KiHLiBOK,
BaAu PO3BUTKY cepus, AlarHoCTyroTb Baau po3BuTtKy LIHC
(aHeHUedanifa, mikpouedanisi, CMMHHOMO3KOBI Bagu).

@ npoBoAATb Ha 15 — 16 TUXHAX

BariTHOCTi, 0epyTb aMHIOTUYHY PiAUHY, sIKa MA€ KNITUHA
nnoay Ta MiCTUTb NMPOAYKTU MO0 XUTTERIANbHOCTI.

OpepxaHnn maTtepian QocnigxXyrTb Pi3HUMU MeToAaMMU:
> OIOXIMIYHUM;

> LUTOreHeTU4YHUM,

» MonekynsapHo—-reHeTu4HMMU (OHK — 3oHan);

> IMYHONOrIYHUM.



[PEHATANIbHA [IJATHOCTVKA CNALKOBKMX MATOANOTIN

KomnrekcHa ranyss MeAuuMHA, SKQ WBUAKO
po3suBaeTbes. BoHa BUKopucTOBYE 11 yribTpassykosy
piarHoctuky (Y3[), 1 onepatueHy TexHiky
(xopioH6ionciko, amHio- i KopaoueHTes, bioncito
M'$3i8 i WKipu Nnogy), i nabopatopHi meToau
(umToreHeTuHi, BioXimiuHi, MoneKynapHo-
FEHeTUYHI).

TTpeHaranbHa AiarHOCTUKA Mae BUHSTKOBO BaXIIUBE
3HAUYEHHS NPU MeANKO-TEHETUYHOMY KOHCYbTYBAHHI,
OCKirbKU BOHA A03BONISIE NMEPeTH BIA BIpOriAHOTO A0
OAHO3HAYHOrO NMPOrHO3YBAHHS 3A0POB A AUTUHM B
POAUHAX 3 FeHETUYHUM 0BTSKEHHAM. Y AGHWM vac
npeHatasbHa AiarHocTuka 3aivicHroeTbes 8 Li 11
TPUMECTPax BaritHoCTi, T06To B nepioau, Konu y
BUMAAKY BUSBMEHHS NATONOrIT We MOXHA nepepsaty
BAriTHICTb. Ha cboroaHi Moxrinea AiarHocTuKa
MPAKTUYHO BCIX XPOMOCOMHUX CUHAPOMIB | 6113bKO
100 cnaakoeux xopob, bioximiuHui AecekT npu
SKUX BCTAHOBNEHUM BIPOTiAHO.




IIpodinakTka cnagKoBUX 3aXBOPHOBAHDb

Ilin nepeunnorw npoghiiakmukoro Po3yMIKOTh Takl 3axX04W, sKI MOBUHHI
3amo0IrTH 3a4aTTHO TA HAPOIKCHHIO XBOPOi1 AuTUHU. OCHOBHI HANPSIMKU:

I OxopoHa AOBKLLIA J03BOJUTH 3MEHIINTH KUIBKICTh CIIOHTAHHUX Ta
1HIy KOBAaHUX My TauUld (paglauiitHoi, XiMiYHO1 Ta 010J0T14HOI MPUPOIN).

2. 310pOBHIl CIOCIO KUTTS, 30KPEMA HE BKMBAHHS AJKOTOJIHO, 3MCHIIUTH
KUTBKICTh TCHEPATUBHUX MYy TaLl 10 MPH3BOAATH A0 HEMOBHOLIIHHOCTI FaMeET.

3. [lommpeHHsT MEAMKO-TCHETHYHU3 3HAHb CEpea JKAPIB TA HACCICHHS
JO3BOJIUTH BYACHO JIarHOCTYBATH Ta HAMPABIATH XBOPUX Y MEAMKO-TCHETHYHI
KOHCYJIbTALIIi.

4. 3a00poHa pOAMHHUX LIMO0IB. B Takux CiM X 4acTile HAPOIKYKOTHCS
JITU 13 PELECHUBHHMMH TCHHUMH 3aXBOPIOBAHHAMH, OCKUIBKM OLIBIIICTH TCHIB Y
HAIIAIKIB IEPEXOAUTh Y TMO3UTOTHHM CTaH.

D. Hapomxysaru aitei y Biml A0 35 POKIB PEKOMEHAYETHCA Y 3B A3KY 13
30UTBIICHHSAM PU3HKY MWMOBIPHOCTI HAPOIKCHS XBOPOI AUTHHU Y JKIHOK 3
XPOMOCOMHUMH 3aXBOPIOBAHHAMH, y HYOJIOBIKIB 3 ACIKMMH T€HHUMHU XBOpoOamu
(axoHaporiasisa, cuHapoM Mapdana).



Hpopinakmuka cnaokosux xe0pood

JUIpodinakTugh




