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IIananH:

1.XpoMOCOMHi 3aXBOPIOBAHHS
2.MyAbTH(PAKTOPHI (IIOAIT€HH]) 3aXBOPIOBAHHSA




Cepea cCHaaKOBHX IIaTOAOriH XPOMOCOMHiI 3aXBOpPIOBAHHSI (CHHAPOMH)
CTAaHOBASAATh Maixke 25%. Taki XBOpOOH MOXYTh OyTH COIPHYHHEHi XPOMOCOMHHMH
MyTalliIMH, fAKi NPH3BOAATH A0 NMOPYUIEHHA CTPYKTYPH XPOMOCOM (XpPOMOCOMHI)
abo KiapkocTi XxXpomocoM (reHomHi). XpoMOCOMHA @AaTOAOria 34e0iABLIOrO
HEeBHAIKOBHAa. BoHa NIpH3BOAHTHh A0 THAXKKHX KAIHIiYHHX MHOXHHHHX YypaikeHb,
TaKHX, SIK IPHPOAXEHi BaAH PO3BHTKY Pi3HHX opraHiB i cucrem, Oe3maimHicTh,
HEeBHHOLUIYBaHHSI BariTHoCTi, po3ymMoBa BiacTaAicTh, BHCOKHH BiJZCOTOK
CMEpPTHOCTI.

KAiHiYHa KapTHHA Pi3HHX XpOMOCOMHHX 3aXBOPIOBaHb: 3aTPHMKA IICHXIYHOI'O Ta
¢dizHYHOro pPO3BHTKY, HYEpPENHO-AHIIEeBa aHcMopdisa, BaaH ceplusa, YUIKOAIKEHHSA
Ce4YoBOi, CTaTEBOl i HEPBOBO1I CHCTEM, TOMY XPOMOCOMHi 3aXBOpPIOBaHHS HA3HBAIOTh
cuanapomamu. Pi3Hi dpopMH cInazKoOBHX CHHAPOMIB PO3Pi3HAIOTH 'OAOBHHM YHHOM
3a THM, K IIOEAHYIOTHCH NMPHPOAKEHI BaaAH, a He oKpeMi cnenudiyHi Baau. 3HauHa
YaCTHHA XPOMOCOMHHX 3aXBOpPIOBaHb €AiMiHyeThCsa Ha paHHiIX cTazgiax
eMOpioreHesy.




ETioAoria 0Au3pkxo 55% MHMOBIABHHX BHKHAHIB IIOB’a3aHa 3
XPOMOCOMHHMH aHOMAaAiaMH. 10 HapoOAKE€eHHS MAOXOAHTH AHIIE YaCTHHA
IIHX 3axBOploBaHb. OAHAK YacTOTa HABITHh Li€l YaCTHHH AOCHTH BHCOKA:
oaHa AHTHHA Ha 150 HapoA:XKeHHX MAa€ XPOMOCOMHiI 3axBOoplOoBaHHS. B
ycboMy CBiTi 25% AiKOK y AlKapHfAX 3aHHSATiI XBOPHMH 3 XpPOMOCOMHHMH
3aXBOPIOBAHHSAMH. YacToTa XPOMOCOMHHX aHOMAaAIH cepen
MEPTBOHAPOAKEHHX CTaAHOBHTh 6-7%. XpoMOCOMHiI 3aXBOpPIOBaHHSA
3a3BH4YaH He YCIAaAKOBYIOTBECHA, TOOTO HE IMEPeAalOThCA Bil XBOpPHX
OaTepkiB amiTam. KapioTHnu OaThKiB TaKHX XBOPHX 3a3BHYaH HOPMAaABHIi.
AHoOMAaAil XpoMocoOM 3’ABAAIOTBCA B CTAaTE€BHX KAITHHAxX 3a II€BHHX
nopywmieHp nia gwac I ra II momiaiB meHo3y. I AKINO yIIKOAXKEeHAa KAITHHA
OpaTHMe y4YyacTh y 3aIAiZHEHHi, TO AHTHHA Oyze xBoporw. TakuM YHHOM,
OiABIIICTHP XPOMOCOMHHX 3aXBOPIOBaHb € HAaCAIZAKOM MyTAallii B CTaTE€BHX
KAITHHaX 0aThKiB a00 Ha mepIIHX CTAAisAX APOOAEHHS 3HTOTH.




MyTaiii B ramMerax IPH3BOASATL MO0 PO3BHTKY IOBHHX ¢opm, a
MyTalii, o 3’ABHAHCEH Ha PaHHIX CTaAisAX pO3BHTKY €eMOpPioHy (0COOAHBO
Ha cTanili ApoOAeHHA 3HIOTH), YTBOPIOIOTE MO3aiYHHH OpraHism.
Mo3aiuHi GopMH XpPOMOCOMHHX 3aXBOPIOBAHb MAIOTh ACTIIHH Iepeoir.

XpOMOCOMHI 3aXBOPIOBaHHS MAaIOTh 3araAbHi KAIHiIYHI IIPOSIBH:

- YepenHo-AHIBLOBi Aucmopdii

- BpozakeHi BaaH PO3BHTKY BHYTPIlIHiX OpraHis

- ITopylieHHSsI POCTY H PO3BHTKY

- 3aTpHMKa IICHXOMOTOPHOI'O PO3BHTKY

- ITopymieHHa HyHKIiIH HEPBOBOI Ta €EHAOKPHHHOIL CHCTEM




AHOMAaAii, IO NOB’A3aHi 3 NOPYLIEHHSAM ayTOCOM, MAalOTh TSIXKYHH
nmepebir, HiXK aHoMaAail mnor’a3aHi 3i crareBHMH XpomocoMmamu. Ile
BHABASIETBCSI HacaMIlepena y TOMY, IO iHTEAEKT Yy TaKHX XBOPHX
ypaxXyeThbcsa 3HA4YHO OiApmie i NDOB’A3yIOTh 3 Pi3HOIO TI€HETHYHOIO
aKTHBHICTIO XpomocoM. CraTeBi XpOMOCOMH HECYTh MEHIIE TI€HiB, a
ozHa 3 X XpOMOCOM Yy KiHOK HE€ aKTHBHA.

B ocHOBY KAacH@ikallil XpOMOCOMHHX 3aXBOPIOBAaHb IIOKAAQAEHO TpPH
YHHHHKA:

- Tumn reHOMHOI a00 XpOMOCOMHOI My TAaILil

- ImauBinyaAbpHICTH 3MiHEeHOI a00 ZOAAHOI XPOMOCOMH

- INlogBa myTalii B 3apoAKOBHX KAiTHHax abo Ha paHHIX cTaziax
eMOpPiOHAABHOT'O PO3BHTKY




Ik npHKAAL XPOMOCOMHHX 3axBOpPIOBaHb, IIOB’A3aHHX 31 3MiHamMu
CTPYKTYPH XPOMOCOM, MOKHA HABECTH H€A€llil0 — CHHApoOM OSp - yTpara
KOpoTKoro mnaeda (P) 5-1 xpomocomH, abo CHHAPOM KOTSYOrO KPHKY (AHTAYHH
IIAQY CXOXXHH Ha MYPKOTiHHS KoTa). TaAKHH KPHK IOSACHIOETHCS HEe aHOMAaAi€lo
IOAOCOBOI'0 amnaparty, a YIIKOAMXEHHSAM IIEHTPAaAbHOI HEPBOBOL CHCTEMH.
HaHTHIOBIIIL JAS OO CHHAPOMY O3HaKH: cmenHdiyHuH nmaady, HH3bKa Maca
TiAA B HOBOHAPOAKEHOro, BiACTaBaHHA B pocCTi, Mikpoledaaia, po3ymoBa
BimcTaaicTh, M’sI30Ba TilIOTOHiIfI, IHOyAemomiOHe o00AHYYSA, MiKporHaria
(MaaeHBKa  IIeAema, HH3BKO po3TaumioBaHi 1 aedopmoBaHi Byxa),
rirmepTeAopH3M, IIOIEPEUYHS MOAOHHA CKAALKa, CHHAAKTHAIA, KAHIIOHOTICTSE,
CKOAiO3, 4acCcTi pHiKi, BaaH ceplisgs, HHPOK, AyiKe HH3bKa OIipHiIiCTH OpraHiamy
iHpekUHiHHUM 3aXBOpPIOBAHHSIM, YHAaCAiZOK 4YOro TakKi XBOpi AOCHTH PpaHO
MIOMHPAIOTE. Y BCiX O00OOB’A3KOBO IIPOCTEXRYETHCSI PO3yMOBa BiAcTaaiCcThb.
YacToTa naroaorii 1 : 50 000 HOBOHAPOAIKEHHX, III0 HAPOAHAHCH JKHBHMH.




TpanaamoThca H iHIII XpomMocomHi abepamii 3a THHOM IoZAiAiB,
30KpeMa CHHIApomMH 4p i 13q (yrpara moBroro maeda) Ta IiHIII.
MiniMmaAbHi O3HaKH CHHApOMY  4p: oAirodpenis, KOMIIAEKC
NPHPOOKEHHX Bald OOAHYYS I cCKeAeTa, MiKpouedaasia. Y TaKHX XBOPHX
BY3bKi O4YHIi IIIAHHH, 3HA4YHO BHCTYIIa€ IepeHiccs, TrillepTeAOpPH3M,
aHOMaABbHiI BYIIHI PaKOBHHH, KOpPOTKa IIIHS, CKOAio3, zaedopmailiisa
KiCTOK Ta3a 3 ILIEeHTPAABHHM BHBHXOM CTEerHa, AO0Bri maabui. diTu
HapOAKYyIOTHCH 3 HH3bKOIO MacCoOIO Tiaa.

Jo nmepmoraididHHX 3MiH HaAekaTh: HAIZAHIIOK 3aBHTKIB Ha
MaABLSIX BEPXHIX KIHIIBOK, AHCTAaABHHH aKciaAbHHH TpHpaaiyc,
BHCOKHH rpeOeHEBHH pPaxXyHOK.




MinimMmaAbHi O3HaKH CHHIAPOMY 13q (curapom OpOeai):
Mikpouedaasisa, 3HaYHO BHCTYIIA€ BEPXHA ILIEA€Ia, IITO3, MikKpodTaspM,
peTHHOOAacTOMA, rinonaa3sia I maabla Kucri.

IlocTiHi O3HaAKH: BpoAikeHa NpeHaTaAbHa rimorpodia i momaasiia
3aTpHMKAa POCTY Ta IICHXOMOTOPHOI'O pPO3BHTKY; 4Y€pPEIIHO-AHIIEBI
aucmopdii, amedopmMoBaHiI Byxa, 3HA4YHO BHCTYIIAa€ IIlE€A€IIa,
MikpodTaAbM, KOCOOKICTH, KaTapakKTa, KOpPOTKa IIHsS, KAHIIOHOTICTH

TOILLO.

Cunnpom OpGenu




TpanaaoTbECSI CHHAPOMH MOOBIoro Ta KOpPOTKOro mnaeda 18-i
XPOMOCOMH, OEA€lliss AOBIroro maeda 21-i xpomocomu Ta iHImIiL dopmu
XpOMOCOMHHX MyTauiin. Tpeba 3a3zHauyHTH, IO XPOMOCOMHI
nepeoyaoBH, SIKi BiiOyBaloThCA y ayToCOMax  YyHAaCAiZoOK
KPOCHHTOBEPY, MOKAHBiI AT 000X cTaTeii, a IIepeOyaAOBH CTaTEBHX
XpOMOCOM OyBalOTh AHIINE y XKIHOK (OCKIABKH KOH’IOryIOTH i dYac
MeHo3y AHme X-xpomocoMmu). ICHyroTs H iHIII XpomMocOMHi aOepamrii:
TpaHCAOKaILil, iEBepcii. TpaHcAoKalii MOXYyTE OyTH 30aAaHCOBAHHMH i
He30aAaHCOBAaHHMH; OCTAaHHI COPHYHHSIOTHh MATOAOrIYHiI CTaHH.

30anaHcoBaHi TpaHCAOKaIlil ¢(HEeHOTHIIOBO HEe BHABAAIOTHCH.
IIpuxaagoM He30anaHCOBaHOI TpPaHCAOKalii € TpPpaHCAOKAIIHHHH THII
xBopooOHu [layHa, AKHH TPanAsI€ThCa Y 4% BHNaAKiB. CAHHHM METOAOM
AiarHOCTYBaHHI XPOMOCOMHHX 3axXBOPIOBAHb € IIHTOI€HETHYHHH
MeTOn.




XpOMOCOMHi 3axXBOpPIOBAHHA NOB’A3aHi 31 3MiHOIO0 KIABKOCTiI XpoOMOCOM, MaloTh
Ha3By TI€HOMHHX 3aXBOpPIOBaHb. BOHH 3’ABAAIOTBECA SAK HAaCAIZOK IOPYIIEHHSA
PO3XOAKEHHSI T'OMOAOTIYHHX Xpomocom y mnpoueci I i II momiaie meHo3y. SIBHIIE
KpaTHOro 30iABIIEHHA KIABKOCTI XpOMOCOM y re€HOMi Ha3HBaIOTh IIOAINAOiAi€IO.
IIoAinAOiAHM AIOAMHH THHYTHh Ha PaHHIX CTaZifgAX eMOpPioHAABHOro PO3BHTKY. SIBHIIE
HEKpPaTHHX 3MiH KiABKOCTIi XpOMOCOM Ha3HBaIOTh reTepornaoigicio (aHeynmaoixis).

IF'eTeponaoizia Moxkxe OyTH ABOX THIIIB: MOHOCOMIifI (3MEHIIEHHA KiABKOCTI
XpomocoMm Ha 1, 2, ... (2m-1,2, ...) i moaicomia - 30iApmIeHHA Xpomocom Ha 1, 2, ...
(2n+1,2, ...). HaldTaxgyuid nepebir maroTsr MOHocomii. BBaxkaroTh, mo OAH3BEKO0 20%
BHINAAKIiB MOHOCOMiH 3aKiHYYyIOTBCSI A€TaABHO Ill€e B NEpUIi AHI eMOpioHaABHOroO
PO3BHTKY. BOHH TaKOX CIPHYHHIOIOTH 3arHOeAp 3apoZKa Ha MNi33HIIIHX cCTaZiax
(MEMOBOABHI BHKHAHIi). TpanmAaiOThCA XBOpPi Ha MOHOCOMIia i cepena HapOMIKEHHX,
Hanuraan cuaapom IllepmieBchbkoro-TepHepa. XpoMOCOMHiI aHOMAAIL € IPHYHHOIO 45-
S50% MHOXHHHHX HNPHPOAKEHHX BalAd PO3BHTKY, OS50% ©nIpHYHH IIE€epPBHHHOI
OesmaimHOCTi, 0AH3BK0 40% BHOaAKiB rAnHOOKOI pO3yMOBOI BiiCTAaAOCTI.




Jdo miei rpynu HaAeXaTh OIABLIICTHP CIAAKOBHX 3aXBOpPIOBaHb,
NPHYHHOIO SIKHX € MyTallili KiABKOX WM OaraThox reHis. o Toro ix
MyTallii He IIPH3BOAATH A0 BHAHMOL IIaTOAOTril, a AHIIIe 3YMOBAIOIOTH
CXHABHICTH 40 Hei. II[o0 1A CXHABHICTE PO3BHAACH Yy IIATOAOTiIO
moTpiObeH NyCKOBHH MOMEHT - i Ha OpPraHi3M IeBHHX YHHHHKIB
cepemoBHIIIA. Y TreHe3li IIHX 3aXBOPIOBaHb — B3a€MOAis CIHAaAKOBHX
YHHHHKIB i cepemoBHIIA. CXHABHICTHP BHABASETHCA B 3MiHI HOPMH
peaxiIiii opraHiamy Ha Ai¥0 YHHHHKIB HABKOAHIIHLOI'O CEpPEAOBHIIIA.

Tak, y XBOpHX Ha IIYKPOBHH Aia0eT 3MiHeHa HOpMA HaA TaKi 3BHYaHHI
Xap4YoBi PEYOBHHH, HAK KpPOXMaAb, uLyKop. Ili pedwyoBHHH CTAaIOTh
HaA3BHYAHHHM YHHHHKOM 1 NOPH3BOAATHh [0 THAXKKHX INOPYUIEHb
BYTA€BOAHOI'0 OOMinHy.




Y AlomeH XBOPHX Ha MapaMioTOHir0, 3MiHeHa HOpMa peakIlii Ha XoAon,
TeMmreparypa 10-12° C cnpu4YHHIOE Y HHX TOHiIYHi cyaomHu. CXHABHICTB
a0 NirMeHTHO1 KCepoaepMH 3yMOBAEHA HaaA4YyTAHBICTIO OO
yAbTpadioAeTOBHX IIPOMEHIB.

Y THX, XTO CTpaxKZa€e Ha aAepriHHi 3aXBOpIOBaHHA, 3MiHeHa HoOpMa
peaxIlii Ha Pi3Hi pe4YOBHHH (aAepreHH), IO NPH3BOAHTH OO0 AAEPriHHHX
peakuin. Ili peakmii MOXYyTh BHABAATHCSA BHCHIIAMH, CBepOeixem,
HaOpsIKOM, KalllIA€M, 3aAHIIKOIO, OpoHxXocCmazmMaMH, HamaaaMH
OponxiaAbHOI acTMH, HaOpaxamu Ksimke tTomo. Mo miei rpynu
3aXBOPIOBAaHb HaA€XKaTh: OpoHXiaAbBHA acTMa, rimepTeH3iss, BHpPa3KOBa
XBOopoba INAYyHKAa i ABaHAAIATHIIAAOL KHINKH, aTONIYHHH [mEepMATHT,
€eK3eMa, EeCKYAHTHBHHH JiaTe3, HeHpoaepMiT, IyKpOoBHH aialer,
mu3odppenia. HuuHi myabTHaKTOpiaAbHI 3aXBOPIOBAHHS CTaHOBASITH
92% ycix 3araAbHHX IATOAOIiH AIOOHHH.




IloAireHHO yCIIaAKOBYIOTBCH H nesaki ¢isziosoriuni ocobamBocTi
opraHizamy: po3ymoBi 3ai0HOCTi, TpHBaAiCTh XHTTS, CXHABHICTH OO
inpexniHHNX 3axBOpIOBaHbL ToulO. lle noBeneHO GaraTbMa aBTOpaMH
Ha OCHOBi OAH3HIOKOBOTO METOZY. y
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IIpuxrAans MyABTH(AKTOpPIaABHHX 3aXBOpPIOBaHb (3aXBOpIOBaHb 31

CIIaZAKOBOIO CXHABHICTIO):

XBOpoOH cepIEBO-CYAHHHOI CHCTEMH: TrillepTeH3ia, peBMaTH3M,
aTepOCKAEPO3, O0AITEPYIOUHH €eHAAPTEPIIT

IIcuxiyHi 3axXBOpPIOBaAHHSA: UIH30(pPEHisI, CEHiIABHI IICHXO3H (ZeaKi
dbopmu), mMaHiaKaABHO-ZEIIPECHBHHH IICHX03, HeaudepeHIiHOBaHa
oAirodpenis

HepBOoBi xBOpoOH: emiaencia (meaki ¢opmu), napxiHCOHiI3M,
MiacTeHiss, MirpeHb, CHPHHI'OMi€Ais

3axBOpIOBaHHSI OpPraHiB TpPaBA€HHS: BHpa3KoBa XBOpoOa, IHpoO3
Ne4YiHKH (aesaKi hopMH), XPOHIYHHH KOAIT




IlopylueHHsT OOMiHYy pPEeYOBHH Ta €HAOKPHHHiI 3aXBOpPIOBaHHA: Iozarpa,
LYKPOBHH naiaber (meakxi ¢opmMH), TOKCHYHHH i BY3A0BHH 300, 300
I'amimore, mikceanema (mesaki dopmu), cuaapom Inenka-Kyminra

AHoMaAll PO3BHTKY: aHeHIledasias, CIHHHOMO3KOBa IpHiKa, riapoiedaais,
NPHPOAKEHHH BHBIX CTerHa, KiHChbKa CTOIIa, KAHIIOHOTIICTH, HE3pPOLIEHHS
ryou i nminHeOiHHS, NPHPOAKEHHH IIIAOPOCTEHO3, NMPHPOAKEHI BaAH cepud,
xBopoba I'ipmunpyHra

3axBOpIOBaHHS OpraHiB JAHXaHHA: eMd@izemMa AereHb, IITHEBMOCKAEPO3,
OpoHxiaAbHa acTMa

3axBOpIOBAHHSI CE€YOCTATEBOl CHCTEMH: POAMHHHH HedpHuT, HIOAiKicTO3
HHPOK

IIIkipHi 3aXBOpIOBaHHSA: IICOpPia3, eK3eMH, HEHPOAEPMIiTH

OuHi Ta BYIIHI 3aXBOpPIOBAHHSA: rAayKoMa, 3A0sIKiCHa MioIlii, KOCOOKICTb,
OTOCKAEPO3

YpaxkeHHSI CKeAeTa: CKOAIO3H, aHKIAOBHBHHH CIIOHAHAOAPTPHT
3axBOopIOBaHHSI KPOBi: mepHinmio3Ha aHeMiss, XBopoba Bepabroda, cnpaBxHA
IoAiIHTEeMis




JdAf 3aXBOPIOBAHB 31 CIIAAKOBOIO CXHABHICTIO XapaKTepHi BCi O3HAKH
IIOAIr€HHOT'O YyCIIaAKyBaHHA:

- YuM MEeHIIEe TPAIASIETHCHA 3aXBOPIOBAHHA B INONYASIil, THM BHIIHH
PH3HK OASI POAHYIB XBOPOTro

- YuUM CHABHillle BHpaXkK€HE€ 3aXBOPIOBAHHAA Yy XBOPOro, THM BHIIHH
PH3HK OAS HOTO POAHYIB

- PH3HK OASI POAHYIB XBOPOro Oyze BHIIHM, AKUIO II€ KPOBHHH POAHY

- SIKIm10 Pi3HHISA B YACTOTi 3aXBOPIOBAHHSA 3aA€XHTB Bia cTaTi, TO

PH3HK OA POAHYIB OyZe BHIIHMM y TOMY pa3i, KOAH XBOPHH HAAE€XKHTD
OO CTaTi, 1110 ypaxkaeThCsa MEHIIE.




XapaKTepHi 03HAKH MYABTH(PaAKTOpPiaABHHX 3aXBOPIOBAHb:

BeAnkKHH moAiMopdisMm KAiHIYHHX opm Ta iHAMBiAyaABHHX NpPOSAIBiB
— BiZ CyOKAIHIYHHX O TAMXKOIO Imepeodiry

BHCoOKa yacTOoTa B IIOIMYASILi1

HeBianoBiAHICTS yCHIaAKYBaHHS 3aKOHaM MeHaeAa

Pi3HHK BiK XBOpHX

CryniHp PpH3HKY [OAS POAHYIB XBOPOI'0 3aA€XKHTEH Bill YaCTOTH
3aXBOPIOBAaHHSI B IOIYAAIlil i 3pocTae 3 TAXKKICTIO mepebiry. Yum
OAHIKYEe CTYINiHb CIIOPiZHEHOCTi 3 XBOPHM POAHYIB, THM 0OiAbuIa
HMOBipHIiCTh HAPOAKEHHA Y HHX XBOPOl AHTHHH

Y reTepo3HroTHOMY CTaHi pelleCHBHHH IIaTOAOTIiYHHH TIeH He
IIPOABASIETHCS, AaA€ MOIKE€ IIPOABHTHCHA 3a HECIPHATAHBHX YMOB
KHTTSA.




MyabTH(daKTOpiaABHI 3axXBOpPIOBaHHS Ti€l0 dYH IHIIIOIO Miporo
3aAexaTh Bi yYMOB CepeaoBHIIa. 3MiHIOIOYWH IIi YMOBH, MOKHAa
3ao0irTH PO3BHTKY CHAAKOBOI CXHABHOCTI B IIaTOAOTIiIO, IIIO AAa€ 3MOTY
3HA4YHO 3MiHHTH IIPOSB TaKHX 3axXBOpPIOBaHb Ta YCIILIIHO BECTH
npodiraKTHKY OKPEMHX MYABTH(PAKTOpPiaABLHHX 3axXBOpIOBaHb. I 4YHM
OiABIIMH BIIAHB CEPEAOBHIIA, THM A€rIle€ II€ 3pOOHTH.
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