CnagkoBi XxBOpooOw®
NIOOUHMN.




CnaakoBi XBOpoOOW NMOANHMU, IX
Knacudikauisi.

MonekynsipHi cnagkoBi XBOpPoOOMW.
XpOMOCOMHI XxBOpoOu.

MynbTtudaktopianbHi xBopodou. Xsopobu
3 CNagAKOBOK CXUJSILHICTIO.

NMMpyUHUMNKU AiarHOCTUKK cnagKoBoOl
naTosoril.



Cnadkoesi xeopobu - 3aX80PHOBAHHA,

00byMO81eHI NoOpyweHHAMU 8 rnpouecax
3bepexceHHA, nepedavyi ma peani3auil

oHEeMUYHOI THGhoOpMaUil




Knacidikamia ciiaeoBHX XBopob

MMoxorewm [Iomresm

Myne THaK TOp1ATEHI

XEopobH 31 COATKOEOR CX HILHICTED




Knacupikauia cnaaxkosux xsopob

"eHHi xeopobu PeHinKeToHypia, anbbiHiam, AANbTOHI3M,
remoinis, MyKkosicumaos, xeopoba Tes-
Cakca, cepnosUAHO-KNITUHHA aHeMis,
cuHapom MapgaHa, axoHaponnasis,
mionarii.

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

MyneTUakTOpianbHi TTcopias, uykpoBuid aiaber, WK3OppeHis,
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 amiHOKWUCNOT 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

CuHAPOMM NOPYLUEHHS BCMOKTYBaHHSA
B TPABHOMY TPakTi

Cnapakosi nopyLeHHsi 0OMiHy BinipyBiHy




eH3umonaril (hepmeHTauil);

AedeKTU CTPYKTYPHUX | TPAHCNOPTHUX
OINKiB;

nopyLleHHA UMPKYOYUX OINKIB KPOBI;

reHHi XxBopoou 3 HeBiAOMUM NMepBUHHUM
OioximiyHUM aedekToMm.



MoHoOreHHi XxBOpoou — NOpPyLUEHHA
OOMiHY aMiHOKUCHOT

1 @DeHINKeTOHYpIA
TUpO3nHO3
AnbOiHi3mM
AnbKanToHypid
NlenumnHo3M
NcTnanHemis
[[oMOUUCTUHYPIA



1 DeHINKeTOHYpIA

Bneplwe onucaHa B 1934p., yactoTa
3axBoptroBaHocTi (1:10000...40000).

eTepoOreHHICTb

HasBHICTb OIETOPE3UCTEHTHUX (popm
(reHoOKOnMIT)

BapiabenbHa eKCnpecuBHICTb

[MepBUHHUUN aedekT — aedeKkT hepmMeHTy
deHinanaHiH-4-rigpoKcunasm.



['eHHi cCIa/IKOBI XBOpPOOH

DeHIJIKEeTOHYPIiA

- MOB'AA3aHa 3 NOPYyLIEeHHAM 00OMIHY
AMIHOKHCJIOTH 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 BHCOKA KUIbKICTh (peHL1a1aHIHy
NnepelkoyKae HOPMaJILHOMY PO3BHTKY MO3KY. 3a
YMOBH BIZICYTHOCTI JIIKYBaHH S, IPU3BOJIUTH 10
po3yMoBoi Bijictanocri. CniaZIkoBe 3aXBOPIOBAHHSA, SIKE
XapaKTepU3yeEThCA FOJIOBHUM YHHOM YParKeHHAM
HEPBOBOI CHCTEMH.

4~ 3yCTPIYAETHCSA 1 : 10000, ayTOCOMHO- peliecCHBHA
O3HaKa.

JIuTHHA nepeBOANTHCA Ha ClielllaJIbHY AIETY 3 HU3bKUM BMicTOM (heHLIaaHiny.
Ile o3Haya€e TOBHY HENPUUHATHICTL KOPOB'AYOT0 MOJIOKA, 3BHYAMHUX MOJIOYHHX
cymimei abo m'sica, 60 1i mpoaykTH MaloTh 3abararo deHiianaHiny.




> nigBULLeHa 30yanuBICTb,

> rineppednekcia Ta niABULLEHNU TOHYC M’A3IB,
Tpemop,

> CyAOMHI eninenTtoigHi Hanagw,

> Mi3HIWe po3BUBAETbLCA Mikpouedanis,
po3yMoBa BiACTanicTb,

> 3MEHLUeHa nirMmeHTauis WKIPHUX NOKPUBIB,
BOJIOCCS, panay>XHOI OOOJIOHKN OYeMn.



1 [edekT TMpo3nH—amiHoTpaHcdepasn adbo okcuaasu
N—TigpPOKCUNIPOBUHOrpaaHoOI KUCNOTMN.

1 Hakonn4yeHHA B KpOBI Ta BUAINIEHHSA 3 ceYyero
TUpo3uHa. lNopyLeHHA romeocTa3sy. B rocrtpin
dopmi 3axBOpOBaHHSA XapaKTepu3yeTbCcs
3aTPUMKOIO PO3BUTKY MariroKka, NosiBOHO
renatocnseHomeranii, remoparii, 3aMiHaMu B HUPKaX.
be3 nikyBaHHA AiTU TMHYTb B rpyaAHOMY Bili Big
neyvyiHKoBol abo AnxanbHOI HeJoCTaTHOCTI.

1 [1na XpoHi4YHOro nepediry xBopoou nputamaHHi

LMPO3 NneYviHKun, paxitonoAioHi 3aMiHM KiCTOK,
ypaXeHHs KaHarnbueBOl CUCTEMU HUPOK.



YacToTa B nonynsauii Big 1:5000 ao 1:25 000
eTepoOreHHICTb

[MepBHHUN AedekT — aedekT chepmMeHTy
TUPO3MHAa3a, Lo KaTani3ye CUHTe3 MeslaHiHy 3
TUPO3UHY Yepe3 3,4—gurigpokcudeHinanaHiH.

1 BiacyTHICTb 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




1 MyTauil TpboX pi3HUX hepMeHTIB
(aekapbokcunasu, TpaHcauunasu, ¢dnaBiHOBOIo
depmMeHTy), NOPYLUYETLCH OKUCTIIOBaribHe
AeKapooKkcunioBaHHA 3—X KETOKUCIIOT, B AKi
nepeTBOPHOETLCA NTEULUVUH, I30JIeULMH | BaniH.

1 KniHiYHO po3pi3HAOTL AeKinbKa opMm uiel
XBOPOOU — KNacu4yHy, NPOMiXKHY, M’SIKY,
TiIaMIH3anexHy.

1 OCHOBHi CUMNTOMM NOB’AA3aHI 3 YpaKeHHAM
HepBOBOI CUCTEMU: CYAOMM, NOPYLUEHHA ANXAHHS,
B Cedi HaaJNIMLIOK KeTOKUCINOT Hagae€ in 3anaxy
KITIeHOBOIro cupony.



1 NedeKkT hepmMeHTYy oKCcuaasm, sika Katanisye
nepeTBOPeHHSA rOMOreHTeH3MHOBOI KUCJIOTU B
ManeiHaueToouToBY.

1 KniHivYHI nposaBU: Han4yacTiwe NOYUHAKTbLCH
nicnga 40 pokiB, naTonoris cyrno6iB, KiHUIBOK Ta
XpebTa, iHWnX 36ara4yeHnx CNoy4yHoIo
TKaHMHOKO YacTUH Tina. BigknapaHHA
rOMOreHTU3MHOBOI KUCJIOTU B CNOJTYYHIU
TKaHUHI (NirMmeHTauia Konbopy oxpu). Benuka
KiNbKICTb KUCITOTU BUBOAUTLCHA 3 CeYero
(mMoTeMHIiHHA Ha NOBITPI).

1 Bnepwe onucaHa A. N'eppoaom B 1902p.






1 [[anakTo3emiq,

1 DpyKTO3€EeMis,

1 [ nikoreHo3wm,

1 Mykononicaxapugo3su.



(A-P)

— NOPYLUEHHA OOMiHY ranakTo3u, gka HagxoauTb 3 KEKo Ta
YTBOPKETLCA MPU rigponi3i nakTosu.

Yy FOMO3UroT akTUBHICTb doepMeHTYy 3—12 % Big HOpMU, Y
retrepo3nrotr — 50 %. YactoTta 1:35...150 T1UC. HapOaKEHD.

XapaKTepusyeTbCcs reteporeHHIcTro, 3 Yyactotor 1:100...200
TUC. 3YCTPIYAETLCA rasiakTo3emMis 3 M'SKOK KIiHIYHOLO
KapTUHOIO.

PeHOTMNOBO (KIMIHIYHO) MNPOABNIAETLCS KOBTAHMNLLA
HOBOHAPOMKEHUX, OSIIOBAHHS, MPOHOC, PO3BUTOK PO3YMOBOI
BIACTaAnNOCTI, BpaXeHHA neYiHkn, gucTpogis.

[1pn paHHIn giarHOCTMLI AUTUHI NPU3HaYarTb cneuianbHy
OIETY - BUKIIOYEHHA MOJOKa MaTepli Ta IHWKX NPOAYKTIB, SAKI
MICTATb J1TakTo3y abo ranakrtody. Po3BUTOK HOpMani3yeTbCs.



lIpuvuHaQ — HAKOMNUYEeHHsA 2aAaKmMo3u.

— P
.

1
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A-P (1 : 40 000)

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




i — cnagkoBi XBOpOOU — NOpPYLLIEHHST MeTaboniamy
rniko3amiHrnikadie (['Al'), HakonnyeHHA ['Al" BHacnigok
MyTauin pepMeHTIB ni3ocom (rigponas).

1 [ eHeTUYHa reTeporeHHICTb BU3HA4YaeTbCA MyTaLIAMMN PI3SHUX
reHiB, 9Ki KoOylTb Pi3HI PEPMEHTH.

1 Tun ycnagkyBaHHa A — P, X —P.

1 ®eHOTUNOBO (KMNIHIYHO) NPOABNATLCA B MOPYLUEHHI PO3BUTKY:
KapJIMKOBICTb, 0COBNMBI pUcK 06NMNYYs, MarnopyxoMiCTb
cyrno0iB, 3MEHLLUEHHA MO3KY.

1 PaHHA cMepTHICTb — 12—-20 poKiB.
1 3 ceyelo BUOINAETbCA baraTto MyKkononicaxapuais.

1 HawnyacrTiwe 3ycTpivatotTbca cuHapom ['ypnepa (raproniam),
CUHApPOM XaHTepa (Mykononicaxapunaos, tun ll).



Mykononicasapungosu

Mykononicaxapuaosu
NpeacTaBnNATLCS LINOK rpynoro
CnafkoBUX 3axXBOPHOBaHb
CNOSTY4YHOT TKaHUHW. [Ana HuX
XapakTepHe NopyLlieHHs B
OpraHiami meTabornismy Kucnmx
rmxo:;ammornmama Lo
NOB'AA3aHO 3 HEAOCTATHICTHO
nisocomManbHux (hepMeHTIB.

P0o3pi3HA0TE 8 OCHOBHUX
pi3HOBMAIB MyKonoslicaxapuaosis.
Bci pisHOBUAW, 32 BUHATKOM
cuHgpomy ['yHTepa,
yCnagKoBYKOTbCS ayTOCOMHO-
peuecuBHo; cuHapom [ yHTepa
yCnagKoBYETLCHA PELECUBHO,
34enneHo 3 X-XpoOMOCOMOH.

HepocTaTHICTb
ni3ocomMmanbHuUx
hepMeHTIB

|

MopywieHHs 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 |
Tyny0a, Benuka noTBopHa ronosa
N BKOpPOYEHa LUNS Ta KIHLIBKY,
3HWKEHHS IHTENEKTY, NOMYTHIHHSA
POriBKK, rnyxoTa.



[[aproiniam
xBopoba ['ypnepa




1 — NOpyLEeHHS po3wensieHHA ninigiB Ta
OoOMiHY niniaiB nra3mm KPoBsi.

1 Tun ycnagkyBaHHAa A — P, X - P.

1 YacToTa pisHux cpopm Big = 1:4000
HoBoHapoaxeHux po 1: 300 000, yacTtoTta B

PISHUX NonynAauiaX MOXe 3Ha4YHO
BIAPISHATUCA.



HakonuyeHHA niniaiB y
BHYTPILUHIX OpraHax.

| MouaTkoBi cMMNTOMM: BigMOBa
| Big Xi, OnoBaHHA, B
noganbLlUOMYy 3HMXEHHS Barum,
rinepTpodia BHYTPILWHIX
OopraHiB, 3aTpPUMKa NcUxiyHoro
@ PO3BUTKy.
“‘é HaniBnetanbHa MmyTtauis

““ (cMmepTb Ao 5 pokiB)




YpaKeHHS BHYTPILIHIX
opraHiB npw
reHepani3oBaHiun
cdhopMi xBOpOGM




1 [lounHaeTbca B 4-6 micauiB.

1 [TopyLLIEHHSA 30pY: 3HMKEHHSA 30pY, CUMNTOM
“BULLIHEBOI KICTOYKN", aTpPOdIA 30pOBUX
HepBIB, crninoTa.

1 SHMKAIOTb OpPIEHTYBArbHI Ta 3aXUCHI peakuil,
niaBULLIEHI peakKLil Ha 3BYKOBI CUrHanmu.

1 CMepTHICTb Yepe3 1-2 poku nicns noyaTky
3axXBOPOBAHHA.




I'eHHl cnaIKOBi XBOPOOH XBopo6a Tesa- Caxca
gdaxpoproBanusa [THC .

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 YIOBUIBHIOETHCA 1 BHHUKAIOTH
CHUMIITOMMU.

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.

[{i pe4yOBMHM HAKOIIMYYIOTHCS B TKAHWHAX 1 MOCTYIIOBO
PYHHYIOTH MO30K Ta HEPBOBI KJIITHHH, 10KH Bes ITHC
He TIPUITHHSAE CBOIO poboTy.

CumnToMu XBopoOu Briepiie 3'aBJISIOTHCA ¥ Billi 4 - 6
MICALIIB, KOJIM 30BHILIHBO 3J0pOBa AMTHHA PanTOBO
MPUITUHAE TTIOCMIXaTHCA, TIOB3aTH abo repesepraTucs,
BTpavae 371aTHICTh OpaTH peyl Ta yTpuMyBaTH iX B pyui
1 BpewTi-peliT C¢rae oIinoo, napaai3oBaHol 1 He
pearye Ha 30BHIIIHIN CBIT.

CmepTh HacTae y Bill 40 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-pELECUBHUN.
['eH nokanisoBaHUn Ha
aosromy nnedi 15
XPOMOCOMMW.

SHUKEHHSA aKTUBHOCTI
hepmMeHTy
rekcosaminigasm A

l

BiaknaaaHHsa ninigy
raHrnioanay B MO3KY,
nediHui, cenesiHui

|

PyWHyBaHHSA aKkCOHIB
HEPBOBUX KNITUH




1 [lpyknag cuHgpom Jlewa — HawmsaAHa. Yactorta 1
300000. Tun ycnagkyBaHHA Moxe oyt X — P, A - P.

1 Hectaya dpepmeHTy, HeobxigHoro ans cuHtesy OHK
(rinokcaHTUH-bocdopmnbosnnTpaHchepasn).

1 B ceyi XBOpMX HAKOMUYYETLCA cevyoBa KMCIoTa.
deHoTMNoBI NOPYLUEHHA:

» po3ymMoBa  BIACTanictb, CUMMATUYHI  napanidi,
nigsuLLeHa 3byanmBicTb,

> NOPYLUEHHS MYPUHOBOIro OOMiHY,
» arpecuBHa noeeaiHka,

> HUPKOBOKaM ssHa XxBopoba (HakonmnyeHHs yparTiB).



CuHpgpom Jlbowa-HixaHa

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

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

HedekT hepmeHTy
rinOKCaHTUH-
ryaHiHgocgopubosuntpaHce
epasu

|

YTBOPEHHA BENUKOT
KiNbKOCTi Ce40BOI KMCMOTH




1 femornobGiHonarTii — rpyna cnagkoBux
XBOPOO, Npn AKUX NOPYLUYHOTLCA OINKOBI
naHuyrrm remorno6iHy (Hb), wo
NPU3BOANUTbL A0 3MiH IX PYHKLIN |
BnactuBocteun. [1o Takux xeopoo
HareXaTb: MeTremMornooiHeMmis,

epuTpouunuTo3un, cepnononioHoOKNiTUHHA
aHeMisl, Tanacemis.



1 3 BUCOKOK HaCTOTOH 3YCTPIYaETLCA B perioHax
PO3MNOBCIOMAXKEHHA ManAapil.

1 Tun ycnagKkyBaHHSA - ayTOCOMHUU, 3 HENMOBHUM
AOMIHYBaHHSAM.

1 MyTaHTHUM reH (S) BUKINUKAE CUHTE3 reMorsooiHy
S, SIKMn 3MmiHOE hopMy epUTpOLMUTIB Ta cnabo
NPUEQHYE KNCEHb, B HAaCNigoOK YOro po3BUBa€ETLCH
aHeMisl Ta rinokKcis.

1 Y reTepo3urot — ogHo4YacHo € HopmanbHuu Hb Ta
MyTaHTHUN HDbS, ane BOHN He XBOPIOTb Ha
Manspiko.



| — XBOpPOOM, NpU AKX
3MEHLIYETbLCA BMICT OINKy — rnodiHy B
Morsiekyni remornoOiHy (Hb).

1 Tun ycnagkyBaHHA A — P, abo BHacnigok
aeneuiun.

1 [1na giarHOCTUKM BMAY Tanacemiu
BUKOPUCTOBYHTb MOJIEKYNSAPHO—
reHeTUMHUUN MeToA, eneKkTpodopes.









KonareHoBI xBoOpoOMu.

B ocHOBI Unx xBopo6 reHeTU4YHi AedeKkTn GiocMHTE3y Ta
po3nany KonareHy (CTPYKTYPHUN KOMMOHEHT CMNOJTy4YHOI
TKaHUHMN).

Ho uiel rpynn HanexaTtb: XxBopoba Enepca — [laHnoca, ans
AKOI XapaKTepHUU reHeTUYHUM nonimopdiam, Tmn
ycnagkyBaHHA A — 1, A — P; xBopob6a MapdaHa (A — 1 Tun
ycnagaKyBaHHS).

PeHOTMNOBO NJIENOTPONHA AiA MYTAaHTHUX FeHiB NPOABNAETbLCS:

>

rinepmMmoOinLHUM CUHAPOMOM, 30ifIbLUEHOI eyfTaCTUYHICTIO
LUKipMW,

BHYTpPILWHIMM KpOBOTEeYaMu, 3MiHaMU B cyrnooax,
ONakKUTHUMMU CKIiepamu.

lNepBUHHI AedhekT — nopyLueHHA BioCMHTe3y KonareHy abo
npouecuHry ¢iopun i KonareHy.



CuHapom MapdaHa —

apaxHoOaKTUnIsA




CuMmnTomMaTumka 3axXBOPHOBaAHHS

Bucokun 3picTt, 4OBri
naBykonoAioHi nanbui

[Hedopmauia rpyaHoil
KIMITKW

[TnockocTonicThb
[TaxoBi Ta CTErHosI
rpuxi

[loripLueHHs 30py
KaTtapakTta, KOCOOKICTb

BpoaXkeHi NoOpoKu
cepus, po3LUMPEHHS
aopTu 3 PO3BUTKOM
aHEBPU3MU

arachnodactyly
Pectus excavatum

Dilation
y y of aorta

FADAM.




A-Ll T™Mn ycnagkyBaHHA, 4acToTa
1:100 000;

BUHMKAE BHACNIQOK MyTauil

(de novo).

DeHOoTMNOBO NPOABMAETHCS

NOPYLUEHHAMMN CKENeTy

(MOPYLUEHHA YTBOPEHHS XPALLOBOI
TKaHUHU B enigpizax TpybyacTmx
KICTOK, KICTOK Yepeny).



1 (A-[1a6o A - P tvn ycnagkyBaHHS, YyacTtoTta 1:2500
HOBOHapPOOXKEeHUX).

1 B ocHOBI naTtoreHe3y ycix oopM — ypaxXeHHS
eHAOKPUHHUX 3an03 (CeKpeTyr4YuXx KnitTmH OpoHXiB,
nigWwryHKoOBOI 3aro3u, KULle4YHUKa, NOTOBUX 3anos3,
neviHKU) BiaOyBa€ETbLCA BUAINMEHHA N'YCTOro CeKpeTy,
3anasibHUMU Ta CKNepoTUYHUMU 3MIHAM B OpraHax.

1 OcHoOBHI pbopMM - NeYviHKOBa, fiereHeBa Ta KULLKOBaA.
[liarHocTUuKa - cneuiarnbHI KOMNMEKCHI TECTMU -
BU3Ha4YeHHA BMICTy Na' B ceKkpeTax, BUSHAUYEHHS
aKTUBHOCTI TPaBHUX (PepMEHTIB.



Puc. 1

3MiHWN CTPYKTYpU
NiZ>KNYHKOBOI 3a5103u (1) n neviHku (2)




— rpyna cnagkoBux XBopo0O, npu SKux
ypaxarTbCA NOCMYroBaHi Ta rnageHbKi
M’A3MN.

Tun ycnagkyBaHHA moxe oytu X—-P,A-[, A
- P.

Ona mionaTtin xapaktepHe ypaxeHHA M’A3IB,
sfiKe 3 BIKOM Mporpecye,

KniHiYHMK nonimopdi3m.



IOBiHINLHA bopma mionarTil

1ATpodia M’A30BUX
BOJIOKOH Ta
Kapalocknepos
MexpebepHi M’A3u —
Yer(m K




[TopyweHHs 00MIHY MeTanis.
XBopooba BinbcoHa-KoHOBanoga

Xropoba Binncoxa — Kowosanoga abo
renarouepebpansHan aucrpodia -
BPOAXEHE NOPYWEeHHA MeTabonamy MiAk Lo
NOUBCAATE A0 BANKMX CIIAAKOBMX XBODOS

UEHTDANLHOT HELBOBOT CRCTEMM | BHYTRLIMIX
CIaMIg,

3axXBOPHEIHHR NEPEABETECR 33 SYTOCOMKO-
PELECHBHUM THNOM, OBYMOBIEHS HBILKUM
200 AHOMANKLHUM CHHTEIOM
yepynonnazMiny — SiNKa. o TPaHcnapTye
Miab




Brmagkoel dak opH (1)

_ . ~PaKTOPH cep eT0EHINA

MyneTudakTopianeHi
XBOPOOHU I' oo resm

A, . .
o Hl].Tl]I' fHH1 CHC Tenti




1 MX xapaktepusyroTbca Oe3nepepBHUM PAOOM
doeHOTUNOBUX 3MIH Bif, CYOKMIHIYHMX OO0 YIiTKO
BUPaXXeHUX KMIHIYHUX CUMNTOMIB.

1 Benuvke 3Ha4yeHHA B €TIONOril, pO3BUTKY, MPOSABY
MX mMae BnnnB oakTopiB cepenoBuLLa.

1 Ocobnunee 3Ha4YeHHS NMpu LIbOMY BigirpatoTb
BUNaOKOBI AaKTOPU, AKI 3HAYHO CTUMYIIHOKOTb
eKCNpecuBHICTb 03HaK npn MX Ta CTUMYNIOIOTb
PaHHIO MaHidbecTauio Ta WBUAOKUN Nporpec
naTosioril.



[lpun KNiHIKO—-reHeanoriyHomy aHanisi MX
BPaxoBYHTb:

1 4acTOTY 3aXBOPOBaHHA Yy poandiB, cnbciB, sKa
MOXe OyTU 3HaYHO DINbLUOK HIXK 3araribHO-
nonynauinHa;

1 3aMeXHICTb YacTOTU 3aXBOPHOBAHHA Bi4 CTaTi,
a TakoXX BI4 MiHIl, KO nepedaeTbes (YacTiwe
3a MaTEPMHCBLKOLO).



1 Hanpuknag, icHye cnagkoBa naTosioria —
He34aTHICTb NepeHOoCUTU NakTo3y. [aHi reHn
LLIMPOKO PO3NOBCIOOKEHI cepen HaceNEHH4
A3il (95 — 100%) Ta B OeAKMX IHLLINX
nonynauiax;

1 NigBuLLEHA YYTNUBICTb A0 cyNb@aHinamigHunx
npenapariB, gka Npu3BoOANTbL 40 reMoni3y
epuTpoLMnTIB, NIOBULLEHHA TeMNepaTypu.



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; . ® ‘ .'”'
0B: gaxpomqu M nepebirom i 4




1 o mynbTuUdakTopianbHMX XBOpoO
HanexaTb Taki XBOpobu, K ncopias,
LyKpoBuM AiabeT, wn3sodpeHis,
rinepToHiyHa xBopooOa.

1 HacTo CXUnNbHICTbL A0 psay XBOpooO
CNOCTepIiraeTbCA y Nnoaeun 3 neBHUMMU
reHoTMnamm 3a nonireHHMMM cucTemamm
rpyn Kkposi, HLA (xena) ta iHWnmun.



XPOMOCOMHI XBOPOOM — 11e BejluKa rpyrna CraakoBUxX 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 CUHIPOMU, 3yMOBJI€HI YUCJIOBUMU (TIOITMJIOIALT, aHEeYTUIOiali) ado
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.




" =R YAC TOTA PO3IOBC OO XEHHS

XPOMOC OMHUX XBOPOb

" XpPOMOCOMHI XBOPOOW — senuka rpyna npuposketitx criaakosmx

XBOPOO, SiKi KNiHIYHO XapaKTepU3yoTbC MHOXUHHAMI BagaMi PO3BUTKY, B
OCHOBI SIKUX Nexartb YACNOoBi ab0 CTPYKTYPHI 3MiHI XPOMOCOM.

HaiibinbLu NOBHI AaHi NPo YacToTy i PO3MOBCHAXEHHS XPOMOCOMHUX XBOPOO MOXHa
OTPUMATN Ha OCHOBI LIMTOrEHETUYHNX AOCNIAXKEHD CMIOHTaHHKX abopTiB,
MEPTBOHAPOAXEHUX | HOBOHAPOAXEHWX 3 MPUPOLKEHUMI BaJaMU PO3BUTKY.

XpomocomHi abepaLlil:
Cepen HOBOHAPOAXEHUX 3yCTpivaroTbes Npubnuaxo 8 1 % Airen

Cepen AiTeil, SKi HAPOANNUCS i3 3ATPHUMKOHO NCUXOMOTOPHOTO POIBUTKY | SKi MaKOTL Baau po3suTky — aia 10 ao 30

9 0.

Binbl sik 50 % cnoHTtaHHux aboptis B 1 TPUMECTPI BariTHOCTI NOB'A3aki 3 XPOMOCOMHUMM abepalliamu.

Y XBOPMX 3 NOPYWeHHaM cTaTeBoi AudpeperLyadii eig 20 go 50 %.

Y XBOPUX 3 NEPBUHHOO | BTOPHHHOKO ameropeeto Bia 10 ao 50 %,

CrpykTypHi xpomocomHi nepebynosu y 5 % noapy XHIX Nap € NPUYMHOI 3BIYHOMO HE BUHOWYBAHHS BariTHOCTI.




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.

!’3




1 XBopoba [layHa (1866), cmHapom
KnanHdensTtepa (1942), cnHapom
LLlepelwieBcbkoro — TepHepa (1925, 1938).

1 BcTaHOBNEHHSA 3B'A3KY MiX XBOpobamu |
3MIHaMW KiflbKOCTI XpOMOCOM Oyno goBeaeHo
TiNbKN y 1959 p.

1 IcHye 6nm3bko 500 XpOMOCOMHMX XBOPOO —
NOpYyLLUEHb KINMbKOCTI Ta CTPYKTYPU XPOMOCOM.



Tpu Hanbiapi HOIMMpPeHi XpPOMOCOMHI XBOpOOM OyAM OIlycaHi y BUTAAAL KATHIYHIX
CUMHAPOMIB IIOPYIIIeHb PO3BUTKY IIle 3aJ0BrO A0 BCTAHOBAEHH:I IX 3B/s3KY 31 3MiHaMN
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-

Awntnna 3 CuagpoMm Jayna Tephepa, 45XO. Biactae B

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




Cxema Hepo3XoaKeHHS OgHIEl napu
XpOMOCOM Y 1-My MEUOTUYHOMY
noAaini.

BHacnigok 3anuTTa aHoManbHOI
raMmeTu 3 HOpMaribHOK ramMeToro
YTBOPHOOTbLCA 3Ur0TU 3 TPUCOMIEID
(1) a6o moHocoMmiEO (2).

A — nepwuu i Apyrum MeMOoTUYHUMN
noain;

b - 3urotu: 1 — 3 Tpucomicto; 2 - 3
MOHOCOMIEHD.




CuHapom laray

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

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

- 3MEeHLUEHU 06'em Yepena,

- MlepeKOLIEHN, HM3bKWIA 1106,

- MiKpotTansmis,

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

- AebopMOBaHI BYLLUHI PakoBUHW, NONIAAKTUNIS;
- BPO[KEHI Baau CepLs, iHWKUX BHYTPILLHIX OpraHiB.

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




CuHppowm lNaTay

1 PeHoTUNOBI (KNIHIYHI) NPOSABU: MIKPOKpPaHiSf,
aHomanil MO3Ky, aHodTanbm, 3ag4a ryba, BoB4ya
nawia, nonigakTunifa, remadriomm (aHomanii
BHYTPILLHIX OpraHiB) YncesnbHi BpoaXeHi Bagu
cepus.

1 3MiHu gepmatornidikm (Tynum Kyt atd),
nonepeyHa AONOHHA CKNagka. S—noAgidbHa

cdabynsipHa ayra B AiNAHUiI BEQIMKOro nanbus
cTonm.

1 Bucoka guta4ya cmepTHicTb (90% npoTarom
POKY).



’ CuHapom EgBapaca
I

Cunppom Epsapaca - Tpucomia 18-i napu

XPOMOCOM. Y XBOPUX MEPeBaXKHO YWKOAXKEHi

"xuneso BaXK/IMBI OpPraHu: roNOBHUWA MO30K,

cepue, NereHi, HUPKW, aHomanii vepena |

ckenera, crona Mmae GopMmy rovaanku,

Ma/ieHbKUIA Ta3, CKONio3, 3auTTA xpebuis. Aitu

3 AQHMM CUHAPOMOM YaCTO NOMUPAIOTL BiAPa3y

nicAA HapoaXeHHA. [lo 1 MICAUA A0XMBAIOTH
70% xBopux; we 7% AOXMBAOTL /vwe A0

www.fppt.info



CuHapom EnBapca

Tpucomia 18




KapiotTun npu cuHapomi EoBapaca
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1 Tpucomia 18, Tpucomia 3a xpomocomamm rpynu E.
UacTtoTta = 1: 7000 HapogXeHb.

1 PeHOTMNOBO NPOSABNSAETHLCA KOMIMIEKCOM BapiadbenbHnX
BaJ, PO3BUTKY.

1 HepocTaTtHiM i3UYHUIN Ta NCUXIYHUA PO3BUTOK, M A30BI
aTpodii, rMnbdoke po3TallyBaHHA Ta AUcnnasia BYLIHUX
PAKOBWH.

1 [lopyLLeHHs PO3BUTKY OYeNn: MikpoddTanbm, aHoManil
panay>Hol 0OONOHKN, enikaHT.

1 AHomanii ckeneTy, KpunonogioHa Lwkipa wwi,
LTonoaibHa dpopma rpyaHoI KriTku, nmcnnamﬂ
rpyanHu, Tasa, aHomanii pebep, Ckonios, MHOXMHHI
Baau PO3BUTKY BHYTPILLHIX OpraHis (cepuﬂ rnereHb,
HUPOK), rinocnagiq.

1 [1iT TMHYTb NpOoTAromMm 1-ro — 2-x pokis.



CuHApOM EABOpACC

CuHApom Easapaca (tpucomis-18). Yactora
1:5000-1:7000. CnigBiAHOLUEHHS XAOMYMKIB |
AIB4QTOK AOPIBHIOE 1:3. MPMYMHM NEPEBAXAHHS
XBOPUX AIBYQTOK MOKM LLLO HEBIAOMI.

KAIHIYHI AIQTHOCTMYHI O3HOKM:

- AOAIXOLLEADAAIYHUM YEPEN, MTAI POT | HUXKHS
L{eAena,

- OYHI LLLIAVIHM BY3bKI,

- BYLLIHI POKOBMHM AECDOPMOBAHI,

- GHOMOAbHQ cToNna (“cTona-kayaAka”),

- BDOAXEHI BOAM CEPLA, CKEAETHOI CUCTEMM,
HUPOK, CTATEBMX OPTaHIB.

AiTM NepPEBAXHO BMUMPQAIOTh AO 2 MICALLIB.
KAIHIYHWM | HOBITb NATOAOTOQHATOMIYHWI AIQTHO3
CUHADOMY CKAGAHI. TOMY Y BCIX BUNQAKQX
MOKQ3QHE LIMTOTEHETUYHE AOCAIAKEHHS.

CuHapom 3psapaca, Tpucomus 18




Cunppom fayHa (Dawn, 1866)

1 Tpucomia 21, kapiotmn 47 XpOMOCOM.

1 Yactota 1: 700...800 HOBOHapOaKEHUX,
yacTtoTa 3pocTae 3 BikoM maTepi (nicnsa 36
— 40 pokiB ctaHoBUTb 1: 50).

1 PesynbTaT Tpucomii 3a 21 XpoMOCOMOHO,
TpaHcroKauil abo mosaiuusmy.



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%.




Eninemionorisa

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. Y 2006 poui LleHTp 3 KOHTPOIIO |

i 2 v
Hactora Hapo/ukenb aitei 3 cunapomoM Jlayna | ‘i
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,
Cunzapom JlayHa 3yCcTpivaeTbCs B YCIX €THIYHUX rpynax i
Cepe/l BCIX EKOHOMIYHMX KJIaciB.




CuHgpom [ayHa




Kapiotun cuHgpoma fayHa (47, 21+)
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1 Jeneuist KOpoTKOro nrevya 5 xpomocomu (Sp-).
YactoTa cepen HoBoHapoaxeHux 1: 40000...50
000.

1 XapakTepuayeTbca NoNiMOpP@I3MOM B 3aNeXHOCTI
B4 pOo3Mipy Oeneduiil.
1 eHOTMNOBO CMNOCTEPIraeTbCA HEOOCTATHIN

di3nYHMM Ta PO3yMOBUU PO3BUTOK, aHOManil
BHYTPILLHIX OpraHis, Mikpouedarnis.

1 [lig Yac HapoOXXeHHSA XapaKkTepPHUN KOTAYUN KPUK.



HaumnoimupeHiiii XpoMoCOMHI XBoOpoOH

CHH/IPOM «KOTSYOT0 KPHKY»

(mgcy'rmcm YACTHHHU 5-1 xpomocomn)

[IposiBu:
—pO3yMOBa Bi/ICTa/liCTh;
—He3HauyHa TPHUBA/ICTh

XUTTA (A0 10 pokiB);
—I1/1a4, 110 Harajye€ KpuK
KIIIKH;
—Micsanenoaione obmuuus,
HHU3BLKO pO3TalllOBaHi,
JedopmoBaHi Byxa TOLIO.




1 XPOMOCOMHIi XBOpooO#,
noB’A3aHi 3i 3aMIHOKO YUCHa cTaTeBUux
XPOMOCOM.

1 [1pn go3piBaHHI cTaTeBUX KNITUH IHOAI
CMOCTepIracTbCA NOPYLUEHHSA PO3XOAXKEeHHS
CTaTeBUX XPOMOCOM.

1 [OHOCOMIl Yy HOBOHapOaAXXeHUX
3yCcTpiYarTbCA AOCUTb YacTo. KpiMm aHomanii
YO0, iHWi KoMmOiHaUil cTaTeBUX XPOMOCOM
CYMICHI 3 eMOpioHarNbHUM |
nocrteMmopioHaribHUM PO3BUTKOM. AHOMarnlii
KINMbKOCTI CTaTeEBMX XPOMOCOM NpeacTaBreHi
MOHO- | NONICOMISIMM.



XpOMOCOMHI xeopobu, obymoersieHi
ducbasiaHcoOM cmamea8ux XpPOMOCOM

JlaH1 CHUHAPOMHU 4YaCTILIE 3YCTPIYAIOTHCSA Y YOJIOBIKIB
(1/400), HIXX y KIHOK

Cunapom llepemescskoro-Tepuepa XO

— Onucanui B 1925 pomi engokpunonorom H.A.
[IIepemeBCbKUM, SIKUM BBa)KaB, 1[0 BOHO OB A3aHE 3
HEJIOPO3BUTKOM TI€PEAHbOT YaCTKH T1rnodi3a 1 S€YHUKIB

Y 1938 pout Henry Turner BizkpuB MOHOCOMIIO X
30-40% € mozaikamu (XO/XX, XO/XXX).
80% ycmagkoBYIOTb HEPO3XOIKEHHS X-XpOMOCOM BiJ
OaTbKa.

Cunapom Kananngeabrepa XXY

Bigkputuit 1942 poui Harry Kleinfelter 1 Tpamisietscsa y
1/1000 >xuTTE31aTHUX HOBOHAPOKEHUX




" J
Cunapom
lllepemeBchkoro-Tepuepa (45, X0)

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

[Tpuunna XBOpOOM - MOPYIIEHHS PO3XOKEHHS CTAaTEBUX
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




JJ’ Cunppom Wepewwescroro-Teprepa, 45 / X0
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CuHapom nonaicomii 3a X-
XPOMOCOMOIO Y KIHOK

(cMHApOM «Ccynepcamrny)
CUHAPOM BKNKOYAE

- TpUcomito (kapiotun 47, XXX)

- TeTpacomito (48, XXXX)

- neHTacomito (49, XXXXX)

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

BiA3HAYaETbCA HE3HAYHE 3HMMKEHHA IHTeNeKTy, NiaABULLEeHa
IMOBIPHICTb PO3BUTKY MNCUXO3iB | LWWN30PPEHIi i3 HEeCNpUAT-
NMBUM nepedirom.

MoXnu1Ba AeBiaHTHaA CTaTeBa NOBeAiHKa
30aTHICTb HAPOAXKYBATU AITEN Y TaKUX XKIHOK CTPaXKAaE Y
MEeHLUIn Mmipi .




CuHgpom KnanHdenbTtepa
(Altmann, 1895, kapiotun 47, XXY; 48,
XXXY; 49, XXXXY. Kleinfelter i
cniBaBTOpUn,1942).

YacTtoTa 1,5 : 1000 HapoaXeHUux

XJ1OMYUKIB, IHWI BapiaHTU — pPIiAKoO




Kapiotun 47, XXY

X1X XX XX XX X

2 3 4

XX XX XX XX XX XX XX
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X X X X X X X X XXX
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[llarHoCcTuKa




1 OHakKu BUWCOKOro pocTy, 3 HenponopuiuHo
AOBrmmMmu KIHUIBKamMu, reHiKkoMacTi€l, I3
3HMXKeHHAM nidigo. [llopywyeTbca cTaTeBUMU
PO3BUTOK, rinonnasid $£€40K (FiCTONOriYHO —

3BY)XeHHA abo noBHa ob6nitepaudia CciM’AHUX
KaHanobuiB). beannigHicTb.

1 [McuxivyHi nopyleHHsA, NpU 30iNblUeHHI KiNbKOCTI
X—XpoMoCcoM — onirogpeHisi pi3HOro CTyrneHs.

1 3MiHNW pgepmaTtornipikm — AucTanbHe 3MilleHHSA
akcianbHoro Tpupagiyca i 30inbweHHA KyTa 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




MpaBnnas3sanmcy KapioTuniB NKOOVMHW:

1. Ha noyamky 2eHemuYHol ¢GopmMynu eKasyromes
3azankbHe YUcno XpoMOCcOoM € Kapiomuni, momism cmamesi
xpomocomu. Hampuknad, 46, XX — xkapiomun 3000060l ¥IHKU,
46, XY — kapiomun zdopoeczo Jonoeika, 47, XXY — kapiomum
yoToeika 12 cuHdpoMon KoauHghensnmepa.

2. fJodamkoea aymocoma MmosHavYacmeca 3Hakom “+" ma
eidnoeidHunm Homepom. Hampuwxnad, 47, XY, 21+ — vomoeruud
wapiomun 3 dodamrxosor 21 xpovocoworo (cundpond LayHa).
3. Bidcymmpicmbs XpOMOCOMU MO3HaYacmbCA 3IHakom ="
ma eidnoe&idHun Homepom. Hanpuwnad, 45 XY, 27- —
yoToeidul Kapiomum 3 MoHocoMiero 27

4 lNnewi xpomocom NozHavyaromes 4Yepes “p" (kopomke
nnevye) ma “‘qg’ (Goeze nneye).

2. Tpancnokayia nNosHavYacmbeCca 4Yepes “t"3
pozwugpoerkorw e dyxkax. Hanpuwknad, 45 XX E(14+21) —
¥iHKa-Hociu zbanaqHcoeaHol mpadcroxkai 14727,

6. Mozaiyuznm nmozHavaemesca 4Yepez dpib. Qopnmyna

g5, XKO/E46, XX osHavae, wWo ¥IHKa8-MO3aiKk 38 cuHIDOoMOon
Uepeweecsrozo-TepHepa.




TlmRElr ™,
X0

RapioTan

1o
X - Tpavoconio

omonik - 40. XV

Airmea - 45, X0
{cHnapom  LepHepa

MIcpemencLIcora)

Tsi

2L - XPobdd © 03 EL

Airoea - 40, XX

Moaooi: - 47, XXV
(CHEApOM I TaHEQeIRTERA )

Tpn

2L - XPid0 © 0MEL

FhIAEA - 47, XXX
{(TPHCOYIA X)

Hogopik - 48, XXXV

(CHHApaY K i Hpennrepa )

Tomapn
X TpoviocoMHA

Adrmea - 45, XENK
(no licnmin X))

Houmrik - 49, XXXXY
(cHHApDM RiHnde ihrepa)




_ [lpominakTka

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




