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Tema 5
MonynauinHa
reHeTuKa
| reHeTUKa NIanHu

MyTauil i myTareHes.
MoaundikauinHa MiHAMBICTb.
[eHeTWKa cTaTi.
YcnagKyBaHHA rpyn Kposi
MeTtoan AocCniaAMeHHA reHEeTUKN NOANHM.
[eHeTUYHI i XPOMOCOMHI XxBOpOOMU.




EBontouinHum npouec (esoniouin) — ue AOBroTpusase NPUCTOCYBaHHA }KUBUX
OpraHiamiB A0 YMOB HaBKO/IULLHbOIO cepeaoBuLLa.

Y cyyacHOMY €BOJIIOLIMHOMY BYEHHI PO3PIi3HAOTb ABi CKNAA0Bi €BO/OLIMHOrO
npouecy:

MaKpOeBOOLIS — e eBOJIIOLiIMHI Npouecn, AKi NPOTiKaloTb Ha PiBHAX BULLLE BUAOBOTO.
MIKPOEBOIOLLI — Lie eBOJIIOLiIMHI 3MiHU, AKi BigbyBatoTbCA HA BUAOBOMY PiBHi.

3APO/PKCHHS TCOPIT

OCHOBOIIOJIO}KHHKOM €BOMIOIIIHHOL
Teopii € aHIIACHKUH HAYKOBEllb
Yapas3 lapsis. OcHoBHI
TIO/IOYKEHHSI [ILOT'0 BYEHHS BIH
BUKJIAB Y CBOIH mpatfi “TloxompxenHs
BUIIB .




KopiHHA eBONOUIMHMX NepeTBOpPEHb 3HAXOAUTLCA Y 3MiHAX FrEHETUYHOTIO
MmaTepiany, a came y 3miHi nocnigoBHOCTI HykneoTmnais AHK Ta iHWKX
3MiHAX reHeTUYHOro maTepiany.

d Myrauii (Big nat. mutation — 3miHa) — ue panTtoBi cTpubKonoAibHi
3MiHU reHeTUYHOro martepiany, AKi BUKIUKAIOTb 3MiHU TUX UM iHLLIKUX
O3HaK OpraHiamy.

(J 3miHK reHOTMNY, BUKNIMKaHI CNOHTaHHUMM Ta iHAYKOBaHMMMU
MyTauifAMKM, HA3NMBaKOTb MYTaLiMHOIO MiHAUBICTIO.

3a cTyneHem 3MiHWU reHeTUYHOro MmaTepiany Po3pPi3HAOTb ABa BUAN MYTaALLN:

* TreHHi —3a4inatoTb oaHy abo AeKinbKa Nap HYKNeoTUAiB y OA4HOMY FeHOBI;

* XpomocoMHi (abepauii xpomocom) — Lie 3MiHM y po3Mmipi abo byaosi
XPOMOCOM;

* reHOMHi — Le KpaTHi abo HeKpaTHi 3MiHU KiIbKOCTi XpOMOCOM (3MiHMU
Kapiotuny).



Tun myTtauii
Hopma
3aMiHa OCHOB
Heneuin

BcTaBKa

leHHi myTauii
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[TpuKnaau
MYTALLINHUW

MYTALIAHWUI

MYTALIHU

MYTALIANHNW



OCHOBHi popMU XPOMOCOMHUX abepauiin i reHOMHUX MmyTauii

3MiHM Y CTPYKTYPi Xpomocom (XpomocomHi abepalii)
[eneuia — BTpaTa AinAHKM xpomocomn MyTtareHes — MyTreHes

Aynnikauia — KpaTHe noBTopeHHA MyTareHe3 — MyTarerereHes
AINAHKN XPOMOCOMU
I[HBEpCiA — 3BOPOTHE poO3TawyBaHHA MyTareHes3 — MyeraTHes
AINAHKN XPOMOCOMU
TpaHcnokauia - o0bMmiH MixK MyTareHe3s — MyTtauia =
HEromoNIorYHUMU AiNAHKAMU MyTareuia — MyTaHe3s
3MiHU KinbKOCTi XpOMOCOM (reHOMHi myTauii)
LleHTpUyHe 31nTTA [Bi HeromonoriyHi XpPoOMOCOMWU 3/MBAOTbCA B
OAHY
LleHTpnyHumn po3ain OaHa Xxpomocoma NOAINAETbCA Ha ABI
AHeynnoigia BiacyTHICTb XpOMOCOMM Y XPOMOCOMHOMY Habopi

MoHo(noni)nnoigis Yncno HabopiB XpoOMOCOM Bigpi3HAETLCA Bia, ABOX



MyTareHes — ue npouec BUHUKHEHHA MYTalil, AKMIA BigbyBaeTbcA
CNOHTAHHO (camoBiNbHO) abo nig, aieto pisHomaHITHUX paKTOpiIB, AKI
MalOTb Ha3BYy MyTareHiB.

Nesaki ginankn AHK 0cobamBo YyTAMBI A0 30BHILLHBOrO BNAMBY. IX Ha3MBalOTb
“rapadi Toukn”,

Y “rapaymx Toukax” yactoTa CNOHTaHHMUX MyTaL,iA 3HaYHO BULLLA, HiXK Y BCi€l
AHK Ta y 1T iHWWX AinaHKax.

d MyTtareHun — ue dakTopu pi3HOI NpUPOAU, SiKi BNIMBAOTb HA FEHOM |
3YMOB/IIOOTb MyTaLil, YaCcTOTa AKUX NEePEBULLYE piBEHb CNOHTAHHUX
MYTaLLin.

3MiHM FTEHEeTUYHOro MaTepiany B KAITUHAX MOXYTb OYTU BUKIMKAHI

dI3UYHMMUN, XiMIYHMMM Ta BionoriYHMMM paKTOPaMM PiI3HOT NpUpoaW.

» CnNOHTaHHMI MyTareHes — Le NpUpoaHe ABULLE, AKe BiAOYyBaETbCA 3
NOCTIMHOO WBUAKICTIO. [TPUYMHOIO NPUPOAHOrO MyTareHe3y MOXKYyTb OyTH
AK $aKTOPM 30BHILLHBbOIO cepeoBuLLa, Tak i Pi3ionoriyHi Ta BioximiyHi
3MiHM B opraHi3ami. CNoHTaHHI 3MiHM reHEeTUYHOro anapaTy CAyXKaTb
MaTepiasiom ANA eBONOLIMHOIO NpoLecy.

» LUTY4YHMIN myTareHe3 BUKAMKAETbCA PiSHOMAHITHMMM BNIMBamMn. BoHM
MOKYTb OYTM iHAYKOBAHI UinecnpAMoBaHUMM (EKCNEPUMEHTANbHI
MyTauii), abo BMNagKoBnumu (3abpyaHEHHA AOBKINNA MyTareHamu) Aismu.



MiHAUBICTb, AKA 3aN1€XUTb Bi4 YMOB 30BHILUHbOrO cepeaoBULLA i He
nepepaETbCca y CNagokK, HasmBaoTb moandiKkauiMHO MIHAUBICTIO.

» MMeBHi mexi ona moaundikauitHOT MiHAMBOCTI GeHOTUNY, 3aKNaaeHi y
reHoTunMi, Ha3MBaOTb HOPMOIO peaKuil.

» Hopma peakLii, K i iHLWi reHeTUYHi 3aKOHOMIPHOCTI, € CTaTUCTUYHUM
NOHATTAM. BOHa NiAKOPAETLCA CTAaTUCTUYHOMY 3aKOHY HOPMa/IbHOIO
po3noainy, 3riagHo 3 AKMM HaMYacTille 3yCTPIYaAETbCA CepeaHE 3HAYEHHA

NMOKa3HWMKa.




YcnaaKyBaHHSA rpyn Kposi 1I0AUHN

O Tpynu Kposi — Le cnaZikoBa 03HaKa, AKa CYNpPoOBOAMKYE
NOANHY BCe XKUTTA. BOHM POpMyIOTbCA HA paHHIX eTanax
eMbpioHaNbHOIro PO3BUTKY.

[pyn KpOBi y NtoaAnHU A0CUTb Barato. Ane y npakTuLi

nepenmBaHHA KPOBI, MPWU TPAHCN/IAHTALIl OpraHiB i TKAHWUH, Y

CYAO0BIN MeANUMHI BarKNnBe 3HAaYEeHHA MaloTb A4Ba OCHOBHUX

BUAM rPyn KPOBI:

pe3yc-paKTop;

cnctema OAB.

BigKpuTTA rpyn KpOBi Nt0ANHMU:

vV JV YV

1900 p. K.JTangwTtenHep i J1.AHCbKMIA BUAiAnAun 3 rpynu
Kposi A,B,0 , uepes gsa poku A.LUTypni n A.lekactenno —
IV (AB) rpyny Kposi.

1927 p. K. NanawTtenHep n ®.J/1eBiH Biakpuan 2
epuTpounTapHi cuctemu (cnctemy aHtureHis MINSs u
aHTUTreHHy cuctemy P).

» 1940 p. K.NanawTeriHep pesyc-daktop (Rh)

Kapn NanpwraitHep
(1888 — 1943) -
aBCTPINCbKMM NiKap,
IMYHONOT, XiMiK,
IHQEKLIOHICT. nepwum
BiAKPWB iICHYBaHHA
CYMICHOCTI pi3HMX TUNIB
KPOBI 3a rpynamwu, pesyc-
daKTOp KPOBi.
HobeniBcbKa npemis B
ranysi ¢isionorii i
megnumHun 1930 p.



YcnagKyBaHHA pe3dyc-paKTopa — NPUKAAL MeHAeNniBCbKoro
ycnagaKyBaHHA, Npyu AKOMy pe3yc-paKTop npoAasasfe cebe aK
peuecMBHa O3HaKa.
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BIACYTHIH



YcnaaKyBaHHA rpyn Kposi cuctemu ABO - npuknag pobotum
nonianenbHuX reHis (MHOXWUHHUU anenism)

I'pyma CeHn e I'eneTdmE MapkepH

KpoEi AHTHT EHIH AHTHTLIA




feHeTuKa cTaTi

HeromosioriyHy napy XxpoOMOCOM Ha3MBalOTb CTaTEBUMMU XPOMOCOMaMMU, 3
Mapu roMOJIOTIYHMX XPOMOCOM — COMaTUYHUMM XpOMocomamm abo
ayToCoOMaMM.

lereporamerTHa crarb — 4Yonosivya FereporamerTHa craTb — XiHo4a
leTeporamerHa _ XX - & XY I S$ZIW-52ZZ
cTarb Mae
‘ocobnusy
XpOMOCOMY

FereporametHa ? XX - J X0 | 920-02Z
cTaTh Mae
nUwe oaHy
cTatesy

' XpOMOCOMY
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Pobouya ocobuHa

(BesnnigHa camxa) 3
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MeaunyHa reHeTUKa Ta MeAUKO-TeHeTU4He KOHCY/1bTYBaHHA b

0 Meauko-reHeTUUHE KOHCYNbTYBAHHA — OAVH 3 BUAIB
cnewianisoBaHoOl MeaAnYHOI AOMOMOIrM HAaCeNeHHIo,
HanpPaB/eHNN Ha BUABNEHHSA i AiarHOCTUKY CMaAKOBUX
3aXBOPOBaAHb Ta 3anobiraHHA HapoAKeHHA y cim’i aiTen 3
TAKOK NATONOrIEH.

Jlikap-reHeTUK BUKOPUCTOBYE PiSHOMAHITHI meTogn megnyHol
reHeTUKM ANA nNposeaeHHA reHeTUYHOro aHanisy i
BU3HAYEHHA FrEHETUYHOIrO PU3MKY NPU NPOrHO3i NOTOMCTBA.

U FeHeTUYHMIH pU3KK — Ue BU3HAYEeHHA MMOBIPHOCTI NpoABy Y 1929 p. PagsHCbKUA

TOrO YM IHWOro cnagkoBoro ¢pakTopy Ha OCHOBI reHeTuK, HeBponaTonor
TEOPETUYHUX PO3PaxyHKiB, AKI 6a3yOTbCA HAa FEHETUYHUX C.M.[aBnaeHKo opraHi3ysas
3aKOHOMIpHOCTAX, abo Ha OCHOBI pe3ynbTaTiB aHanily nepLuy B CBiTi MeaguKo-
CNagKoBOro marepiany. reHeTUYHY KOHCYNbTaL,ito.
OcobnunBoOCTi reHEeTUKN NIOAUHMN: BiH Bnepwe noctaswe
o . MUTaAHHA NPO HeobXiaHICTb
» CKnagHuii KapeoTun — 6arato XpoOMoCcoM i rpyn

CKN1aaHHA KaTanory reHis

nognHu, chopmyntoBaB
» HeMOoXMBO eKcnepumeHTasibHO OTPUMATM NOTOMCTBO); NOHSATTA NPO FEHETUUHY

» [i3HO HacTynae cTaTesa 3pinicTb i HeyacTa 3miHa reTeporeHHiCTb CnaaKoBuMX
NOKOANiHb; XBOPO6 NOANHMN.

> Mana KinbKicTb MOTOMKIB B KOXKHiM cim’i;
V4

34en/IeHHs;

» HeMOX/MBiCTb CTBOPEHHA OHAKOBUX YMOB XKUTTSA.



METOAM reHeTmkm nioaomHu

MeanuHa reHeTUKa, Kpim 3ara/ibHOreHeTUYHMX, BUKOPUCTOBYE
cneyndiyHi metoamn abo cneundivyni mogndikauii Bigommnx
METOA,IB, AKi 403BONAKOTb BUABAATM 0CODNNBOCTI yCnaaKyBaHHA
O3HaK Yy II0ANHMN.

[10 HannNowmnpeHiWnx MmeToais MeanYHOi FreHEeTUKM BiAHOCATD:

» KNiHiKo-reHeanoriyHmMin metog, (meTtos poaosoais abo
reHeanoriyHe aepeo) (. NanbtoH, 1875p.);
®peHcic NanbToH (1822 -

» metog 6aunsHiokis (P. NanbtoH, 1875 p.); 1911) . )
- dHTIIUCbKUN

» UUTOreHeTUYHUI MeTop, (CnocTepeskeHHsA 338 MiTOTUYHUMMU [OCAIAHMK, reorpad,
XpOMOCOMaNWI) (,ﬂ, Tnno i A. neBIH, 1956 p), aHTPOMNOANOT, MCUXOJIOT i
» nonynauinHo-ctatuctuiyHuim metog, (I. Xapai i B. Banbepr, CTaTUCTUK. [1BOIOPIAHNIA
1908p.); 6paTtom Yapnb3a
. ’ o [apsiHa.
> BioximiuHMIM meToa;
» METOAMN reHEeTUKU COMATUYHUX KNIiTUH;
» MEeTOo/[, KapTyBaHHA XPOMOCOM JIIOANHM.



KniHiKo-reHeanoriyHuu
meTopz,

MeTopa, nonarae y cknagaHHi
POA0BO/IB 3 METO BUABNEHHSA
XapaKTepy ycnagKyBaHHS O3HaKW.

1 CknapaeTbca 3 TPbOX eTanis:

1. 36upaHHA iHpopmauii npo cim’to

Y MaKCMMa/bHIiN KiNbKOCTI

NOKOANIHb.

2. CKnapgaHHA reHeanoriyHoro

aepesa.

3. [eHeanoriYyHnm i reHeTUYHUM

aHanis.

O Npo6aHa — ntoanHa, poaosia
AKOI NoTpibHO aocnianTw.

[NAa CKnagaHHA poaoBoAiB
3aCTOCOBYHOTb YMOBHI MO3HAYeHHA i
pobnATb rpadiyHi 306parkeHHs.
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— cubcu
(6paru, cecTpH)

— MOHO3MIOTHI
OJIM3HIOKM

— AUBHUTOTHI
OJU3HIOKH

— OeanrigHuHi
nn10b6

— no3amnniobue
MOTOMCTBO

— Hocil
peueaAuBHOrO rexHa

— 0CcoDHCTO
obcrerkeHi

— nomepJi



BAU3HIOKOBMU meTopa,

MeToa, BUKOPUCTOBYETLCA ANA
OLIHKM CTYNeHto BNAMBY Ha
CNaZKoBICTb YMOB
HABKOJIMLWHbLOIO
cepenoBunwa. OCKiNbKN y
MOHO3UTOTHUX BN3HIOKIB
reHOTMN OAHAKOBUMN, TO
BIAMIHHOCTI NONAraloTb y
BMNJINBY YMOB XUTTA.

Llei meToa o3BONMB
BUABUTU POJIb CNALKOBOCTI Y
CXUNBbHOCTI A0 Pi3HMX XBOPOO
(Ty6epKynbo3s, wnsodpeHis,
pPO3yMOBa BiACTaNICTb,
LYKpoBUI aiabeT TowWwo).

0 MOHO3UIroTHi 6U3HIOKN HAPOAKYIOTLCA NPU
3aniAHEeHHI OOHIET ANLEKNITUHM Yepes3 Noain
eMbpioHy Ha paHHix eTanax. BoHW 3aBXan oaHi€Ei
CTaTi i HAA3BMYAMHO CXOMXi.

O An3unrotHi 6AM3HIOKK PO3BUBAIOTHLCA NPU
3anNigHEeHHi AeKiNbKOX ANLEKNITUH 0aHO4YacHO. BoHuM
MOKYTb OyTK Pi3HOI CTaTi, CXOXi AK 3BUYANHI cnbcu.

O ABilHi 3ycTpivatotbea y 1/84 HOBOHAPOAMKEHUX, 3 HUX
1/3 — MOHO3UTOTHI.
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Knacudikauin S
CnagKoBUX Y
XBOpob

leHHi xBOpPO6U — Le myTauii B reHax.

Y BMnNaaKy OAHIEl MyTaLil BOHU
YyCNagKOBYOTbCA 32 3aKOHaMM

MeHaens (MoHoreHHi abo XpomocomHi x8opobu — Le nopyLIeHHA KiNbKocTi
MEHAENI0K0YI), NPOABNAIOTHCA XpOMOCOM, CIPUYMHEHiI YTBOPEHHAM aHOMaNbHUX
NOPYLIEHHAMM KOHKPETHUX ramer npu meiiosi.

meTaboniyHmx Ta ¢i3ioNoriyHmx MpoABNAIOTLCA Y BUTNALI CUHLPOMIB — KOMNAEKCY
npouecis. Y BUNaAKy AEKiNIbKOX NOPYLEHb PO3BUTKY i GYHKLLIN OpraHiamy.

MyTaLih 3aKOHOMIPHOCTI CKNaAHiLWi, a PO3pi3HAIOTb:

NPOABM KOMMNAEKCHI (CMHAPOMMN). > MOHOCOMisi:
4

Po3pi3HAIOTD: » Tpucomis

» 34enneHi 3i cTaTTio;

» ayTOCOMHO-AOMiHAHTHi; . . . . .
MiTtoxoHpapianbHi XBOpobu — Le reHHi XBopobu, AKi BUHUKaOTb

» ayTOCOMHO-peLecuBHii. yepes myTaLii B reHOMi MiTOXOHAPIIA.

YcnaaKoByHOTbLCA INLIE MO MAaTEPUHCBKIM NiHii. CTyniHb NpoABY AyKe
BapIilOE Yepes BENMKY KiJIbKiCTb MITOXOHAPIM.



Bpoa)keHi natonorii A"toaguHu ’g‘?
(KinbKicTb BMNaAKiB Ha 1 M/IH. HOBOHapoAKeHUX / ﬁl‘.\?: %)
'y

4acToTa 3yCTPiYaHHA)
X-3uenneHi peuecnsHi — 532,4/0,05%;

X-3uenneHi xpomocomHi — 1845,4/0,18% ;
AYyTOCOMHO-A0MiHaHTHi — 1395,4/0,14%;
AyTocOMHO-peuecnBHi — 1655,3/0,17%;

VvV VV VYV VY

YacTKOBO CNaaKoBO 3yMOBJ/IEHI MOPOKN PO3BUTKY — 26584,2/2,66%.

(d B 1986 pou,i 6yno Bigomo 2 Tucadi cnagkosux xsopob, ay 1992 — n’aTb
TMCAY. 3POCTAaHHA 3yMOB/IEHE, TO/IOBHUM YMHOM, NOKPALLEHHAM
NiarHOCTUKMN.

MeAanKo-reHeTUYHe KOHCYNbTyBaHHA HeobXigHe y BUNaaKy:

* HaABHOCTI CNaAKOBMX 3aXBOPIOBAHb Y POAWUHI;

* CMNOHTAHHMX NepepuBaHb BAriTHOCTI;

* Mi3HiX BariTHOCTEW;

*  MOXNMBUX BMNAUBIB WKiAINBUX PAKTOPIB Ha 04HOrO 3 6aTbKIB ;
 Ge3nnipgas.



O Y BunagKy, Konm reH 3HaxoguTbca
Ha CTaTeBi XPOMOCOMi, O3HaKa, AKY
BiH BU3Hauag, byge npoasaatuca
nuuie y ocobuH ogHiei crari. Lle
ABMULLE HA3UBAIOTb YCNAaAKYBAaHHAM,
34enJieHUMm 3i CTaTTio.

XBopo6bu, 3uenneHi 3 X-Xxpomocomoto

Y BMNaAKy po3TallyBaHHA O3HAKKM Ha Y
XPOMOCOMIi HOCiAMM ByayTb BCi 0COOUHM
4YONI0BIYOI CTaTi. Y BMNaAKy po3TallyBaHHA
O3HaKKM Ha X XPOMOCOMI BCi YONOBIKU
O6yayTb MaTh 03HaKY, a }KiHKM BUCTYNatoTb
Il HOCIAMM | NepeaatoTb if CBOIM AiTAM
4O/10BIYOI CTaTI.

}YJ_

) .

xy

¢



KnacuyHum npmKnagom € ycnagKkyBaHHA HalLaaKamu
aHrnincbKoi Koponesu BikTopii (1819-1901) Takoi Ba*KKoOi
xBopobu, sk remodinia. Cepean npeaKiB LiEi KOPOEBU
remo@dinia HeBiAOMa, TOMY BBaXatoTb, WO AePEKTHUM
anenb BUHUK Yy ogHOro 3 6aTbKiB Koponesu BikTopii. Y
Koponeswu BikTopii byno 6araTo aiten. OaunH 3 i CMHIB Ta ABi
AO0YKMN PO3NOBCOANAM L0 XBOPODY cepen 6araTbox
3HaATHUX poanH €sponun. Lapuua OnekcaHapa, ApYKMHA
OCTaHHbLOro pocincbKoro uapa Mukonu ll, byna BHy4KotO
Koponesu BikTopii. BoHa nepeaana reH remodinii cCBOEmMy
CUHOBI — LapeBuyy OnekKcito.

Mogrper ooz Brsmpe YA RCPLrosLT CHETORH NEVHIL
N_lénwntmsm CHHTRRRILTE. nTWepT
1885

.lw:“ I El‘hrl-w-“'"" o |:|I-.| CiH zm:;nm;ﬁuwu Hiwcres I
i L] LU L] i L] 1 L—LI
ENHCH Naonanen  Beatpsicca
[T.1 1] I I
R Ll $ O SHEN N T |
Mpesia o AndE- Hdaeo- AN EHETOORR- | Ancdrid-  ROpis
oEpeE CEHTaa naE ll Earairdn | o0 X1
Bunesw g Foriaean
| B | 'ZlJ SN Cls * =.'|3 IJ_' B O OO i‘l |
Baredaesap  [eepd A e Bpcronr ANBSOHCT

p Mpyooae  p Npyocea B Poccm FprmaTas B Henang



3axBOPIOBaAHHA, 3UensieHi 3 Y-XpoMOoCOMOIO

3axBOPIOBAHHA NPOABAAKOTLCA /INLLE Y YOOBIKIB.
MepepatoTbea Big 6aTbKa A0 cMHA B 060B’A3KOBOMY
NOPAAKY.

Taknx xBopob BiJOMO AyrKe Masio i BOHM AOBOI
PiAKICHI.

FinepTpuxos («nrgun-soBKU»)
KniHiyHi 0O3HaKMK:

[lye CMNbHWUI PICT BOIOCCA Ha BCiX YAaCTMHAX TiNna,
KPiM MigowWws Hir ia0N0HeN. IHWnX BiaXNIeHb B
PO3BUTKY i CTaHi 340p0oB’A HeEMaE. XBopoba ayxe
pigKicHa. 3 cepeaHix BiKiB 3apeecTpoBaHo nuwe 50
BMNAAKIB NOBHOrO rinepTpuxosy.

Cnabka popma — picT BoAOCCA HA HE3BUYHUX MicLAX,
HanpuKANag, rinepTpmMxo3 BYLWHOI PAKOBUHMN.




1 2
AyTOCOMHO- H]
AOMiHaHTHi XBOpO6M : : ? ®
EEOe 1O MOe OO
123/'-:55?3 11 12 13 14 15 16
1. XBopoba NpPOABNAETLCA Y KOXXHOMY NMOKOAIHHI.
2. CniBBigHOWEHHA XBOPUX XNOMNYMKIB | AiBYaTOK OAHAKOBe.
3. Y romo3urot xBopoba NpoTiKaE BarKye, HixK Y reTepo3unror.
4. VMOBIpHiCTb HAPOAKEHHA XBOPOI AUTUHU, KON XBOPUI OAMH 3 BaTbKiB,

cknanae 50%.

5. Moxnusi BUNaaKn, Konm xeopoba mae HeYiTKMM xapaktep (HenosHe
AOMiHYyBaHA).

Mpuknagn: cuHapom MapdaHa, axoHaponnasia (HenponopuinHa
Kap/IMKOBICTb), NonigakTuaia (baratonanicrb).



Cunapom MapdaHa

CUHAPOM BUKNMKAHUM
NOPOKAMM PO3BUTKY
CNO/IY4YHOI TKaHuHMW. Lle
BUCOKI, XyaopAnasi ntogu, 3
AOBrMMU NANbLUAMM, MAOTb
TAKOXX AOBIrMM Hic. XBOPi
4acTO NOMMUPALOTb BiA,
aHeBpu3IMM aopTun. Yepes
NiABULWEHNIN BMICT BMICT
agpeHaniHy Taki 1roau
MNOCTIMHO 3HAaXo04ATbCA Y
30yaKeHOMY CTaHi. BoHuM
EeMOUNHI TPYAOrO/INKM.
TPYAOrO/iKN.

Ha cuHapom MapdaHa cTpaaanm BCcecBiTHbOBIAOMI 0COBUCTOCTI:
Aspaam JliHkonbH — npe3ngeHT CLUA,

lAHC XpucTtiaH AHAepCeH — NUCbMEHHUK-Ka3Kap,

Hikkono MaraHiHi — My3MKaHT i NiaHicT, AKomy xBopoba Hagana
aHaTOMIYHOI nepe.ary,

LLapnb ae lonnb — npesnaeHT OpaHuii,

KopHin YyKOBCbKUI — ANTAYNIMA NUCbMEHHMIN, aBTOP Ka30K Npo
Ainbonunta i Mongoaupa.




P ‘ CUHAPOM BUKANKAHMN

NOPOKaMM PO3BUTKY CMONYYHOI CuHpapom Map(bal'la
TKaHWHMW. Lle BUCOKI, XynopnABi iy ; w)
Noamn, 3 AOBMMMM NANbLAMM,
MatoTb TaKOX AOBIMIN Hic.
XBOpIi YacToO NOMMPALOTHb Bif,
aHeBpu3ImMmM aopTu. Yepes
NiABULWEHUN BMICT BMICT
agpeHaniHy Taki nogn
NOCTIMHO 3HaxoAATbCA Y
36ya)KeHoMy CTaHi. BoHM
eMOUL,NHI TPYA0rONNKM.
TPYAOrONIKM.

Ha cnHapom MapdaHa cTparkaanm BCECBITHbOBIAOMI
ocobucTocrTi:

ABpaam JliHkonbH — npe3naeHT CLUA,

[AHC XpucTiaH AHOQepCceH — NMCbMEHHUK-Ka3Kap,

Hikkono lMaraHiHi — My3uKaHT i NiaHicT, AKOMy XxBopoba
HaJaNa aHaTOMIYHOI NnepeBsary,

LLapnb ge fonnb — npe3naeHT PpaHuii,

KopHin YyKOBCbKUIM — ANTAYMN MTMCbMEHHMIN, aBTOP Ka30K
npo Anbonuta i Mongoampa.




AyTOCOMHO-

DelLeCcHBHi XBOpO6U l? @: @
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XBOpa ANTMHA MOXKe HapOoAMUTUCL Y KNiHIYHO 340p0BUX BaTbKiB.
XBopitoTb cnbceum (bpatn i cectpum).

YacTtoTa 3aXBOPIOBAHHA He 3aNeXWUTb Bif CTaTi.

XBopobu yacTiwi npn 61M3bKO-KPOBHMX WtODaX.

AKLLLO XBOpPi 060E NOAPYKHKA, TO BCi AiTM ByayTb XBOPUMMN.
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Mpuknagn: anbbiHiam, peHinKeToHypiA Ta iHWI pepmeHTONATII.
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[MpylweHHA NepeTBOPEHHA
aMiHOKUCNOTU TUPO3UHY B
NiIrMEHT WKIipWM MesaHiH.
BHacniAoK Yoro y Xsopux
HenirMmeHTOBaHa LWKipa,
BONOCCA, palayrKKa OKa.
TaKi ntoan CBITAOYYTAUBI,
BOHWM CXMNbHI A0 ONIKiB,
BUPA30K i 3/10AKICHUX
HOBOYTBOPEHbD LWKipKn. B
3axigHin €Esponi
3yCTPIYaEeTbCA B 1 BUNAAKy
Ha 25000.

AnbbiHiI3M




BHYTpilWHbOYTPOOHE
AiarHOCTUKA HEMOXKIMBA Yepes

¢EHiI'IKETOHypiFI TEXHIYHI NPUYNHN.

AHani3 Kpos.i Ha
beHINKeTOHYpItO NpoBOAATL Y
Bili 4 — 5 AHIB 332 4ONOMOTOHO
cneyianbHUX IHOWKATOPIB.
Binbw TOYHMIN aHaANI3 MOXKHA
3pobuTn Tectom laTpi
(BMpoOLLYyBaHHA TECT-MiKpPObLIB
Ha cneuiabHUX CEPeaoBULLAX)
Ta XpomaTorpadivyHnmm
MeTo4aMMu.

Lle oaHa 3 HanowupeHiwmnx pepmeHToNaTi. YacToTa 3aXBOPOBAHOCTI KONMBAETHLCA

Big, 1 BunaaKy Ha 2600 HemoBAAaT (Typuia) Ao 1 BunaaKky Ha 200000 HemoBAAT (ANoHis).
CepepHe 1/8000.

Mpupoaa xBopobu — myTauia depmeHTa, AKMN KaTanilye NepeTBOPeHHA aMiHOKMUCNOTH
deHinanaHiHy B TUPO3UH. YTBOPEHA Npu UboMy PeHiNNipoBMHOrpaaHa KNCNOTa OTPYIOE
HEPBOBY CUCTEMY | BUK/IMKAE PO3YMOBY BiACTaNicTb. XBOpobHa Koperyerbes
CreuiaNibHO AIETOMD, Y AKiM KOHTPOJIKOETLCA AMIHOKUCAIOTHMIA CKNAA, paL,ioHy.



BiaXxnneHHA Big HOPMAIbHOT KiZIbKOCTIi XPOMOCOM BUHUKAKOTb B HAC/NIAOK
NOpPYLUEHHA YTBOPEHHA ramer.
MyTaHTHI rameTn Npu3BO4ATb A0 BiAXUNEHb Bi4 HOPMaNbHOI KiJIbKOCTI XpOMOCOM.

Heposxomkenust xpoMocoMm B MeH03i
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Y NtoAVHU HaABHICTb Y-Xpomocomu — HeobxiaHa ymoBa NposABY YON0BIYOiI CTaTi.
Y BUNaAKy ii BiagCYyTHOCTI pO3BUBAETbLCA KiHOUMIM peHOoTUN.

(d MoHocomia no X-xpomocomi (XO - 45)
Taka xBopobHa HAa3MBAETbLCA CUHAPOMOM
TbopHepa. BoHa 3ycTpivaeTbca 3 yactoToto 1 Ha
5000 XuBuX HEMOBANAT. Y XBOPUX € nNLIe ogHa X-
XpOMOcCoMa, TOBTO MM MAEMO cnpasy 3
MOHOCOMIEID NO CTAaTEBIN XPOMOCOMiI. TaKi xBopi
MatOTb HU3bKUI 3picT, AedOpPMOBaHY rpyaHy
KNITKY. BOHU cTepuabHI. 3a3BMYal LS BarKKa
BPOAKEHA Baja He 3B’A3aHa 3 BiACTaBaHHAM Y
PO3YyMOBOMY PO3BUTKY.

[ Monicomia no X-xpomocomi (XXX - 47)
3 yactoToto 1/700 3ycTpivatoTbCs BUNAAKM
noninnoiaii no X-xpomocomi. na umx *KiHoK
XapaKTepHa 3HUXKEHA 34aTHICTb A0 HAPOAKEHHA
AiTen i, AK NPaBMI0, PO3YMOBA HENOBHOLLIHHICTb.




U Nonicomia no Y-xpomocomi
Y sunaaky reHotuny XYY po3BMBatOTbCA
HOPManbHi YONOBIKK. Taka noninnoigia
3yCTpivaeTbea 3 yactoToto 1/1000.

[ Monicomia no X-xpomocomi
(ancomumsa — 47, XXY;
Tpucomma — 48, XXXY;
TeTpacomua — 49, XXXXY)

Y BMNaaKy HAaABHOCTI Yy reHOMI He MeHLe, HiXK OAHIEl Y-
HapPOAXYHOTbCA YoN0BiKW. Lia xBopoba Bigoma AK
cuHapom KnamHdenbtepa i 3ycTpivaeTbCA 3 YACTOTOHO
1/500. TaKi XBOpi CTEPUNbHI | 4YacTO PO3YyMOBO
HENOBHOU,iHHI. BOHM BUCOKI, CXWUNIbHI A0 OXMUPIHHA,
aNIKOroNi3my, MaroTb EBHYXOBUAHY 30BHILLHICTb.




Tpucomii no aytoxpomocomax

CuHpgpom AayHa (“cuHapom 6nusHIOKIB” a60 moHronism) —
Tpucomia no 21-in xpomocomi

Lle ogHe 3 HaMNOLWMWPEHIWNX TEHETUYHUX
3aXBOpHOBaHb N0AUHN. BOHO
3ycTpivaeTbca y 1 3 700 XKUBUX HEMOBANAT
i € npuumnHoto 4/5 cnoHTaHHUX abopTiB.

30BHILIHICTb XBOPUX HACTINIbKM TUMNOBA,
LLLO BOHM CXOXi MiX cob0oto AK 6aU3bKI
poAanyi.

TaKi XBOpi CTparkAatoTb 3HAYHMUM
BiACTaBaHHAM Yy PO3yMOBOMY PO3BUTKY,
nopyLweHHAM pob0TH BHYTPILLHIX OpraHis
Ta IHWMMK po3nagamum.

MMmoBipHicTb cuHapomy [layHa y AUTUHM
3a/1eXUTb Big, Biky maTepi. Y KiHOK
cTapwmx 40-Ka pokKiB 4iTU 3 CUHAPOMOM
[ayHa HapoaxytoTbca y 40 pasis
yacTiwe, HiXK Yy 20-pivyHunX.




Tpucomii no
AyTOXpOMOCOMaX

Tpucomia no 18- xpomocomi.
CuHagpom EgBapaca BUHMKAE Npu
Tpucomii no 18-1m xpomocomi. HactoTa
3axBoptoBaHHA 6an3bKo 1/10000. Y
TaKMX XBOPUX NOPYLUEHHA
CNOCTEpPIratoTbCA NPAKTUYHO Y BCiX
BHYTPILWHIX OpraHax i cuctemax, ocb
YoMy cepeaHA TPUBANICTb KUTTA Y
HUX CTAaHOBUTb 6 MmicAuiB. 3piaKa BOHU
AoXxueatotb A0 10 pokis.

Tpucomisa no 13-t xpomocomi.
Cungpom [lMaTay 3yctpivaerbca y 1 3 5000
HOBOHapPOAXeHMX. HanxapaKTepHili
O3HaKM LUbOro 3aXxBOpPOBaHHA — “3aa4a
ryba” i “sosya nauwieka”. Kpim toro, y
TAaKUX XBOPUX CEPMO3HO NOpPYLLEHA
poboTa cepueBO-CYyaNHHOI | HEPBOBOI
cuctemun. BoHn noraHo 6avaTb. XBopi
AiTVM BMUPALIOTb Y NepLli Tpu micau,i
XUTTA, IHOAI AOXMBAOTb A0
N’ATUPIYHOTrO BIKY.




