OCHOBH MEOHWUYHOI TEHETHKH

Aexknia 12
Tema: XpoOMOCOMHI Ta IOAIT€HHI 3aXBOPIOBAHHS

IIaan:
1. XpoMOCOMHI 3aXBOPIOBAHHS
2. MyabTHdaKTOPHI (IOAIT€HHI) 3aXBOPIOBAHHS

1. XPOMOCOMHI 3AXBOPIOBAHH4

Cepen cmagkKOBHUX IIaTOAOTIM XPOMOCOMHI 3axXBOPIOBaHHS
(cuEApPOMH) CTAaHOBASITH Mabixke 25%. Taki XBopoOU MOXKYTH OyTHU
CIIPUYMHEHI XPOMOCOMHHMH MYyTAalliIMH, $SKi [OTPU3BOASTH [0
TIOPYIIIEHHSI CTPYKTYPU XPOMOCOM (XPOMOCOMHI) abo KiAbKOCTi
XpoMocoM  (reHOMHi). XpPoOMOCOMHA IIaTOAOTIS  31e0iABIIIOro
HEBUAIKOBHA. BoHa IpU3BOAUTE 40 TAXKKHUX KAIHIYHUX MHOXKUHHUX
ypaKeHb, TaKUX, 9K IPUPOIXKEHI BaAHU PO3BUTKY PI3HUX OPraHiB i
cucreM, Oe3mAiIHICTh, HEBHWHONIYBAHHSA BaTiTHOCTiI, pPO3yMoBa
BiZICTaAICTh, BUCOKUH BiICOTOK CMEPTHOCTI.

KaiHiyHa KapTHHa pPI3HUX XPOMOCOMHUX 3aXBOPIOBaHb:
3aTpPUMKa IICUXIYHOrO Ta (PI3UYHOI0 PO3BUTKY, YEPEIIHO-AUIIEBA
aucMmopdisi, Baau ceplid, YIIKOAXKEHHSI CE40BOi, cTaTeBOi i HEPBOBOI
CHCTEM, TOMY XPOMOCOMHI 3aXBOPIOBaHHS HA3WBAaIOTh CUHIPOMAaMHU.
Pi3Hi dopMU CrIaAKOBUX CHUHAPOMIB PO3Pi3HAIOTh TOAOBHUM YHHOM 3a
THUM, K MOEAHYIOTHCA IMIPUPOIXKEHI Balk, a HE OKpeMi criertudpiuHi
Baal. 3HAYHA YaCTHHAa XPOMOCOMHUX 3aXBOPIOBAaHb €AIMIHYETHCS Ha
PaHHIX cTamisax eMOpioreHesy.

ETioaoria 6Au3bKO0 55% MHUMOBOABHUX BUKU/IHIB IIOB’s13aHa 3
XPOMOCOMHUMHU aHOMaAiIMHU. [lo0 HapPOMKEHHS MOOXOAUTH AHUIIIE
JacTHHA IIUX 3axBoproBaHb. OgHaAK YacToTa HaBITh 1€l YaCTHUHU
JOCHUTBb BUCOKAa: ogHa AUuTHHAa Ha 150 HapoaKeHUX Ma€ XPOMOCOMHI
3axBOprOBaHHA. B yceomy CBiTi 25% AIKOK y AlKapHAX 3aliHATI
XBOPOMHU 3  XPOMOCOMHHMM  3aXBOpPIOBaHHaAMHU. YacroTTa
XPOMOCOMHUX aHOMaAil cepe; MEPTBOHAPOIZKEHUX CTAHOBUTD 6-7%.
XPOMOCOMHIi 3aXBOPIOBaHHd 3a3BU4Yal He YCIIaAKOBYIOThCsI, TOOTO He
TIepeIaloThCs Bifl XBopux 0aThKiB miTaM. KapioTunu 6aThKiB TaKUX
XBOPHUX 3a3BU4Yall HOpMaabHi. AHOMAaAli XpoMOCOM 3’dBASIIOTHCH B
CTaTeBUX KAITMHAX 3a HEBHHUX mopyulieHsb mig d4ac [ ta II momiaiB
Meo3y. [ 9KI10 yIIIKOoMKeHa KAITHHA OpaTUMe y4acTh Y 3aTlAiTHEeHHI,
TO AUTHUHA Oyae xBopoio. TakuM YHHOM, OIABIIICTH XPOMOCOMHUX
3axXBOPIOBAHb € HACAIIKOM My Tallill B cTaT€BUX KAITHHaxX 6aTbKiB abo
Ha MEePHINX CTamigX APOOAEHHST 3UTOTH.
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MyTaiiii B raMmeTax Npu3BOAATH 10 PO3BUTKY IIOBHUX qoopM a
MyTallil, 1110 3’dBHANUCH Ha pPaHHIX CTalidX PO3BUTKY eMOpioHY
(ocobanBO Ha crazmii apobAeHHS 3UroTH), YTBOPIOIO MO3aiyHUM
opraniaMm. Mo3aiuHi (opMH XPOMOCOMHHUX 3aXBOPIOBaHb MAalOTh
AETIIIUH Tepeobir.

XpPOMOCOMHI 3aXBOPIOBAHHS MAalOTh 3araAbHi KAIHIYHI IPOSBU:

- YepenHO-AUIILOBI ArcMOpPQii

- BpomzkeHi Baau po3BUTKY BHYTPIIIHIX OPTaHiB
IlopylIeHHA POCTY ¥ PO3BUTKY
3aTpuMKa IICUXOMOTOPHOI'O PO3BUTKY
[TopyienHsa PyHKIIIM HEPBOBOI Ta EHAOKPHUHHOI CUCTEM

AHowMmaaii, 110 ToB’s13aH1 3 MOPYILIEHHIM ayTOCOM, MalOTh TLKINHI
repebir, Hizk aHoMaaii 1oB’3aHi 3i craTreBUMHU XpoMmocoMmaMu. lle
BUSBASIETECI HacaMIIepen y TOMY, LI0 IHTEAEKT y TaKHUX XBOPHUX
YPpaKyeThCs 3HAYHO OiAbllle i MOB’SI3yIOTh 3 PI3HOI T€HETHUYHOIO
aKTHUBHICTIO XpoMocoM. CTaTeBl XpOMOCOMHU HECYTh MEHIIIE I'€HIB, a
omHa 3 X XpOMOCOM Y KIHOK HE aKTHBHA.

B ocHoOBy Kaacudikaillii XpoMOCOMHHUX 3aXBOPIOBAHb ITOKAEHO
TPU YUHHUKA:

- Twun reHoMHOI a60 XPOMOCOMHOI MyTallii

- ImnuBigyasbHICTH 3MiHEHOI ab0 MO0aaHOI XPOMOCOMU

- IlogBa myTalii B 3apoaKOBUX KAITHHaxX abo Ha paHHIX
cTafissX eMOpPiOHAABHOTO PO3BUTKY

9K npuKAan XPOMOCOMHHX 3axXBOPIOBaHb, IIOB’43aHUX 31
3MiHAMHU CTPYKTYPU XPOMOCOM, MOXKHa HABECTHU [AEACIIII0 — CHHIPOM
Sp — yrpara kKopoTkoro mnaeda (P) 5-i xpomocomu, abo cuHOpOM
KOTSY0T0 KPUKY (OUTSYNM I1AQY CXOKUH Ha MyPKOTIHHAI KOTa), Takuii
KPUK TIIOSICHIOETBCA HE aHOMAaAl€l0 TOAOCOBOIO arapary, a
VIOKOIXKEHHAM IIEHTPAAbHOI HEPBOBOI cucTeMHu. HaliTumnosiin aad
IIHOTO CUHAPOMY O3HaKHU: cIelnndidyHUN Maad, HU3bKa Maa Tiaa B
HOBOHAPOKEHOI0, BiZICTABHHS B POCTi, MiKpolledaaid, po3ymoBa
BiCTaAICTB, M s130Ba IIIOTOHId, TUOyAeTIoi0He 00ANYYS , MiKpOTHATIs
(MaaeHBKa IIeA€TIa, HU3bKO pO3TalloBaHi i aedopmMoBaHi Byxa),
TIIEePTEAOPU3M, IIOIIEPEYHS MOOAOHHA CKAQ[Ka, CHHOAKTHAIS,
KAHIIIOHOTICTh, CKOAIO3, 4acTl TPUXKi, Bagu CepLd, HUPOK, MOYKE
HH3bKa OIIPHICTh OpraHiaMy IiHQEKIIIWHUM 3axXBOPIOBaHHSIM,
YHACAIIO YOro TakKi XBOpPi MOOCUTH pPaHO IIOMHparoTh. Y BCIX
00OB’I3KOBO IIPOCTEXYETHCS pPO3yMoBa Biacraasicts. Yacrora
natoaorii 1 : 50 000 HOBOHAPOMKEHUX, 1110 HAPOAUANUCH JKUBUMH.

TpamnasroTbcd # iHIII XPOMOCOMHI abepallii 3a THIIOM IIOIIAIB,
30KpeMa cuHApomu 4p i1 13q (yrpara OgoBroro maeda) Ta IHIIL
MiHiMaAbHI O3HaKHU CHHAPOMY 4p: OAiroppeHid, KOMIIAEKC
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IPUPOMKEHUX Bal 00AMYYS i cKeaeTa, MiKpolledaanisa. Y Tarux
XBOPUX BY3bKI OYHI MIAWHU, 3HA4YHO BHCTyIIa€e IIepeHiccd,
TiIEePTEAOPHU3M, aHOMAaAbHI BYIIIHI pAaKOBUHHU, KOPOTKA IS, CKOAIO3,
aedopMmalliss KiCTOK Ta3a 3 ILEHTPasbHHM BUBIXOM CTe€rHa, OBTi
naabIli. [JiTH HapOAXKYyIOThCSI 3 HU3BKOIO Macolo Tiaa.

o memoraipiyHUX 3MiH HasekaTbhb: HAOAUIIOK 3aBUTKIB Ha
IAABIIX BEPXHIX KIHIIBOK, AWCTAaABHUM aKCilaAbHUU TPUPAOLYC,
BHUCOKUH rpedeHeBUN paxyHOK.

MiniMmaabHi o03Hakum cuHApoMy 13q (cupgpoMm Opbeai):
Mikpoliedanisg, 3HAYHO BHCTYIIA€E BEPXHd  IIEAera, IITO3,
MiKpopTasbM, peTHHOOAACTOMA, TiornaAasid [ masbplig KHUCTI.

IlocTifiHi O3HaKH: BpPOMXKEHA IIpeHaTasbHa Trinorpodid i
HoJaAbllla 3aTPUMKa POCTY Ta IICUXOMOTOPHOIO PO3BUTKY; YEPEITHO-
auneBi nucmopdii, nedpopMoBaHi Byxa, 3HAYHO BUCTYIIA€E IIIEAEIIA,
MiKpodTasbM, KOCOOKICTh, KaTapakTa, KOPOTKa IIHs, KAUIIIOHOTICTD
TOILIO.

TpanagdioTbCsd CUHOAPOMU OOBTOTO Ta KOPOTKOro Iraeda 18-i
XPOMOCOMM, AEAELLis JOBTOT0 I1aeda 2 1-i Xpomocomu Ta iHI hopMu
XpPOMOCOMHUX MyTailliti. Tpeba 3a3HaYUTH, III0 XPOMOCOMHI
nepeOynoBu, dKi BigbyBaloTbCcd y  ayTocoMax YyHaCAiIoOK
KPOCHUHIOBEPY, MOXKAUBI JIasd 000X craTei, a rnepebymoBHU CTAaTEBUX
XpOMOCOM OyBaroTh AUIIIE y 3KiHOK (OCKIABKU KOHIOTYIOTH ITifi Yac
Metio3y Aurllie X-XxpoMocoMH). ICHyIOTE ¥ iHIIII XpOMOCOMHI abepartii:
TpaHcAoKallii, inBepcii. Tpancaokallii MoKy Th 6yTHU 30araHCOBaHUMU
i He30araHCOBAaHUMMU; OCTaHHI CIIPUYUHSIOTEH ITATOAOTIYHI CTaHHU.

30ansaHcoBaHi TpaHCcAOKallii (PEHOTUIIOBO HE BUSIBASIOTHCH.
[IpukaazmoM He3b0araHCOBAHOI TPAHCAOKALLIl € TPaHCAOKAIIMHU M TUIT
xBopobu [layHa, druii Tpamnasgerbcsa y 4% BUNaakiB. €IUHUM
METOAOM  [OlarHOCTYBaHHS  XPOMOCOMHUX  3aXBOPIOBaHb €
LHIUATOT€EHETUYHUM METOI.

XPpOMOCOMHI 3aXBOPIOBaHHSA ITOB’Sd3aHi 31 3MiHOIO KiABKOCTI
XPOMOCOM, MalOTh Ha3BY T€eHOMHUX 3aXBOPIOBaHb. BOHU 3’9 BASIIOTHCS
AK HaCAJOK TTOPYLIEHHS PO3XOKEHHSI TOMOAOTIYHUX XPOMOCOM ¥
rporieciI i I momiaiB metio3y. dBuIlle KpaTHOro 30iAbIIIEeHHS KiABKOCTi
XPOMOCOM y T€HOMi Ha3uBarOTh MoAinaoigiero. [loainaoinu aronvHU
TUHYTh Ha pPaHHIX cTamigx eMO0pioHaAbHOTO PO3BUTKY. JBUIIE
HEKPaATHUX 3MiH KIABKOCT1I XpPOMOCOM Ha3UBAaIOTh I'€TE€POIIAOiMIE€I0
(ameymaoimis).

CeTepomnaoigis Moxke OyTH ABOX THITIB: MOHOCOMIisI (3MeHITIeHHS
KiABKOCTi XpoMocoM Ha 1, 2, ... (2r1-1,2, ...) i moaicomis — 36iAbIIIEHHSI
xpomocoM Ha 1, 2, ... (2m+1,2, ...). HaliTaxuyuii nepebir marorb
MoHocoMii. BBaxkarorh, 1o 0au3pko 20% BHUIIQAKIB MOHOCOMIi



OCHOBH MEOHWUYHOI TEHETHKH

3aKiHYYIOThCSI AETAABHO IIIe B IEePIIi AHi eMOpPioHAaABHOIO PO3BUTKY.
BoHU TakoK CIIPUYHUHIOIOTE 3aru0eAb 3apoiKa Ha ITi33HIIITNX CTaIiax
(MEMOBOABHI BUKUAHI). TpanasdoTbCd XBOPi Ha MOHOCOMId 1 cepen,
HapoIXKE€HUX, Hamuraan cuHapoM llepineBcbkoro-TepHepa.
XpoMocoMHiI aHoMaaili € HOpuduHoOK 45-50%  MHOXHWHHHX
IIPUPOIKEHUX Ba PO3BUTKY, 5S0% IIPHUYHH IEePBUHHOI Oe3MAiZHOCTI,
6am3bpK0 40% BUIAAKIB TAUOOKOI PO3YMOBOI BiICTAAOCTI.

2.  MYABTHUDPAKTOPHI (ITOAITEHHI) SAXBOPIOBAHHYA

Jo 1iei rpynu HasexkaTh OIABIIICTh CIAaAKOBUX 3aXBOPIOBAHb,
IIPUYHNHOIO IKUX € MyTallil KiAbKOX YU OaraThox reHiB. o Toro x
MyTallil He IPU3BOASITH 40 BUAUMOI IIQTOAOTII, a AHUIIIE 3yMOBAIOIOTh
cxuabHICTE 0 Hei. 100 I CXUABHICTH PO3BHAACH Y IIAaTOAOTIIO
IoTpibeH ITyCKOBHUH MOMEHT — Mid Ha OpraHi3M MEeBHHUX YUHHUKIB
cepemoBHUIIA. Y TIeHe3l IUX 3aXBOPIOBAHb — B3aEMOJIiS CHaAKOBUX
YUHHUKIB 1 cepemoBUIlla. CXUABHICTh BUSIBAIETHCSI B 3MiHI HOPMHU
peaxilii opraHiaMy Ha [Oif0 YMHHHUKIB HABKOAUIIIHBOIO CEPEIOBHUILIA.

Tak, y XBOpUX Ha I[yKpOBUH miabeT 3MiHeHa HOpMa Ha Taki
3BUYalMHI Xap4oBi PEYOBUHH, K KpPOXMaAb, IyKop. Lli pedoBuHU
CTalOTh HAA3BUYaAWHUM YHUHHHUKOM 1 MHPHU3BOASITH [0 TIXKKHUX
IIOPYILIEHb BYTA€BOIHOIO OOMIiHY.

Y Arogel XBOpUX Ha I1apaMioTOHII0, 3MIHEHA HOpMa peakllii Ha
xoaon, Temneparypa 10-120 C cnpU4UHIOE y HUX TOHIYHI CyIOMHU.
CXUABHICTB 10 HIrMEHTHOI KCEPOAEPMH 3yMOBAEHA HATIYTAUBICTIO 10
YABTPa(dioA€TOBUX IPOMEHIB.

Y THX, XTO CTpaxKIa€e Ha aAeprifiHi 3aXBOPIOBaHHA, 3MIHEHA
HOpMa peaklilii Ha Pi3HiI PEYOBUHU (aA€preHH), 110 IPU3BOAUTDH 10
asepriiHux peakmii. LI peaxiiii MOXYyTh BUSIBAITUCA BUCHUIIAMHU,
cBepbexkeM, HAOPSKOM, KaIlIAeM, 3a/UIIIKOI0, OpPOHXOCIIa3MaMHU,
HarragaMu OpoHxiaabHOI acTMUu, Habpakamu KBinke Tormno. /o 1iei
IPyIIH 3aXBOPIOBaHb HaaeXkaTh: OpoHXiaabHA acTMa, TillepPTeH3id,
BUpPa3KoBa XBopoba HIAYHKA i ABaHAAIIATUIIAAO] KUIITKU, aTOIIiYHUH
OEPMAaTUT, €K3eMa, €CKyAUTHUBHUU aiaTe3, HEHPOAEPMIT, IIyKPOBUU
miaber, mm3odpeHias. HuHi MyabTH(aKTOpiasbHI 3aXBOPIOBAHHS
CTaHOBAATEL 92% ycix 3araAbHUX IaTOAOTIH AIOOAWHHU.

[ToAireHHO YCITaIKOBYIOThCS ¥ mesaKi gizioaoridHi ocobAMBOCTI
OpraHi3My: Po3yMOBi 34i0HOCTi, TPUBAAICTb KUTTS, CXUABHICTH 10
iH(ek1IiTHUX 3aXBOopIOBaHb TOLIO. Lle noBeaeHo baraTbMa aBTOpamMu
Ha OCHOBi OAM3HIOKOBOT'O METO/Y.

[Ipukaagu MyAbTH(RAKTOPIaABHIX 3aXBOPIOBaHb (3aXBOPIOBAHb
31 CIaAKOBOIO CXUABHICTIO):
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- XBopoOu cCepleBO-CYAMHHOI CHCTE€MU: TillepTeH3id,
peBMaTHu3M, aTepPOCKAEPO3, 0bAiTepyIounil eHaapTepiitT

- TlcuxiuyHi 3axBOpIOBaHHY: ITN30PEHIsI, CEHIABHI IICUXO03HU
(meski dopMH), MaHiaKaAbHO-AEIPECUBHHM IICUXO03,
HenudepeHIlitioBaHa oAiropeHis

- HepBoBi xBopoOu: emniaercida (aesski opMH), IapKiHCOHI3M,
MiaCTeHis, MIrPEHb, CHPUHTOMIEAIS

- 3axBOprOBaHHS OPraHiB TPaABAEHHS: BUPA3KOBa XBOP0o0a,
U PO3 MEYIHKU (HesaKi PopMHU), XPOHIYHUN KOAIT

- IlopymierHa  oOmiHy PEYOBUH  Ta €HIOKPUHHI
3axXBOPIOBaHHS: ITogarpa, IyKpoBui niader (nesakiopmu),
TOKCUYHHUHU 1 By3A0BHH 300, 300 lamrimore, Mikcemema
(meski popmu), cuHapoM Innenka-Kyimminra

- AHOMaaii pPO3BUTKY: aHeHIledanisd, CIIMHHOMO3KOBa
rpuxa, rimporiedanid, HpI/IpOIL}KeHI/II/I BUBIX CTErHa,
KiHChKa CTOIIa, KAHIIIOHOTICTh, HE3POIIEeHHd TIyOoHm i
nifHeb6iHHSA, OPUPOMKEHUN ITIAOPOCTEHO3, IIPHUPOMAKEHI
BaaM ceplisd, xBopoba [ipmoimpyHra

- 3axBopioBaHHsI OpraHiB AuXaHHs: eMdi3zeMa AereHb,
ITHEBMOCKAEPO3, OpoHXiaabHa acTMa

- 3axBOpPIOBaHHS CE€YOCTATEBOI CHCTEMH: POAWHHUMI
HePUT, ITOAIKICTO3 HUPOK

- IIIKipHi 3aXBOPIOBaHH4: IICOpia3, €K3€MU, HEUPOAEPMITH

- O4yHiI Ta BYIIIHI 3aXBOPIOBaHHM: TAQyKOMa, 3A0SKICHA
MioIIisl, KOCOOKICTh, OTOCKAEPO3

- YpaxkeHHd CKEeAeTa: CKOAiIO3H, AHKIAO3WBHUIMI
CIIOHTUAOAPTPUT

- 3axBoproBaHHS KpOBi: IepHillio3Ha aHeMis, XBopoba
Bepabroda, cripaBKHs IIOAIITUTEMIS

[ag 3axBOpPIOBaHb 31 CIIAaOKOBOIO CXUABHICTIO XapaKTEPHI BCi
O3HAaKU MOAIT€HHOTO YCHIaAKyBaHHS:

- YuM MeHIIIe TPaIIAgE€ThCS 3aXBOPIOBAHHS B ITOIIYASIIIii, TUM
BUIIUH PU3UK JAI POANUYIB XBOPOTO

- YuM cUABHIIlIe BUPaKEHE 3aXBOPIOBAHHS y XBOPOTO, TUM
BUILUN PU3UK A MO0 pPOAHUYIB

- Pusuk pgag pomudiB xXBoporo Oyae BUIIMM, GKIIO I
KPOBHUU pOaUY

- Ykimo pi3HUIEA B YaCTOTI 3aXBOPIOBAHHS 3aA€XKUTH BiJ
craTi, TO PU3HUK [AS POAUYIB Oyae BUIIMM y TOMY pasi,
KOAU XBOPHUM HAAEKUTD JI0 CTATi, 1110 yparkaeThCsl MEHIIIE.

XapaKTepHi 03HAKH MYABTH(AKTOPiaAbHUX 3aXBOPIOBaHb!:
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Beaukuit HoAiMopdi3m KAIHIYHUX dopm Ta
IHIUBIAYaABPHUX MIPOSIBIB — Bil CYOKAIHIYHUX 10 TAKKOIO
repeodiry

Bucoka yactora B ITOIMYASILii

HeBinmoBimHICTE yCIaAKyBaHHA 3aKOoHaM MeHaead
Pi3HUK BIK XBOPHX

CTymiHb PH3UKY [OAS POAUYIB XBOPOIO 3aAAE€KHUTH Bif
4aCTOTH 3aXBOPIOBAHHS B IIOIIYALII] 1 3pOCTaE 3 TAXKKICTIO
nepebiry. YuMm OAMKYE CTYHiHBb CIIOPIMHEHOCTI 3 XBOPUM
poauyiB, TMM OiApIIa HMOBIPHICTE HAPOMKEHHS V HHUX
XBOPO1 AUTHUHU

Y reTepo3uroTHOMY CTaHi pelleCUBHUHY MMaTOAOTIYHUHN I'eH
HE  IPOABASETBECH, aA€ MOXEe IPOIABUTHCS 34
HECIIPUATAUBUX YMOB XKUTTH.

MyabTUdaKTOpiaabHI 3aXBOPIOBAHHS TIi€I0 YHM I1HIIIOIO MipOIO

3aAe€kaTh Bl YMOB CepemoBHUIIA. 3MIHIOIOYH III YMOBH, MOXKHA
3art00irT PO3BUTKY CIIAIKOBOI CXHUABHOCTI B IIaQTOAOTiIO, IO A€
3MOTY 3HQYHO 3MIHUTH ITIPOAB TaKHX 3aXBOPIOBAHB Ta YCIIIIITHO BECTH
IpoPiAaKTUKY OKPEMUX MYABTU(PAKTOPiaAbBHUX 3aXBOPIOBaHb. | YuMm
OIABIIIMY BIIAMB CEPEIOBUINA, TUM A€TIIE 11e 3POOUTH.
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