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Heob6xogumocTTa oT paHHa ANarHOCTUKa n HpOCbVInaKTVIKa Ha
HacnepcTBeHUTe 6onecTu npu 4YoBekKa.

KpuctuHa 3axapwuesa, ecnuHa Meopruesa

Sumary: The main goal of the early diagnostics of the genetic diseases is the revealing of the specific
reasons, prognostic, prevention, predisposition. The specialized centers and offices for medical- genetic
consultation realizes those diagnostics. Actually the genetic diagnostic defines the characteristics of the
genetic change which is the reason for the disease.
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BBbBEOEHUE

Meguko-reHeTM4HaTa KoHCynTauus € ocobeHa copma Ha 3apaBHO OBMCyXBaHe Ha
HaceneHuneto. OCHOBHa 3afjaya € AuarHocTvMkata Ha HacregcteeHuTe 3abonsiBaHus u
paskpvBaHe Ha TEXHUSI XapakTep, NPUYMHUTE, NPOrHO3MPAHETO U MpodunakTukaTa UM.
Tasn OenHoCT ce OocblUecTBABa OT CheuuanvavpaHu 3BeHa - LEHTPOBE 33 MeAMKo-
rEHUTUYHA KOHCYNTauus, MEAUKO- FTEHETUYHU KabUHETU.

TakaBa koHcynTauma TpsbBa pJda TbCAT CemencTBa, KOWTO umaT fete C
HacrnencTBeHo 3abornsiBaHe M Ce MHTepecyBaT OT puUCKa 3a yBpexaaHe npu BTOpPO JeTe,
XEHM Ha Bb3pacT Hag 35 roauHu, poautenu, paboTeliy npy BpeaHW YCrNoBUS Ha TPYA,
cemeiicTBa WMMallM HaCNeACTBEHW TeHeTUYHM 3abonsiBaHUsA, >KeHW C HeyaadHa
penpoaykuusi - CroHTaHHW abopT, MbPTBO-POAEH nnod, ctepunuteT. Habniogasa ce
yBenuyaBaHe Ha xenaewmTte 3a npegbpayHa KoHcynTauwmsl, ocobeHo npu cemeictea B
puCK.

U3NOXEHUE

leHeTnyHaTa pOuarHo3a MO CbLIECTBO € OnpedensiHe Ha XxapakTepa Ha
HacreacTBeHata npomsiHa, npuynMHa 3a 3abosiBaHusATa. BaxeH MOMeHT npu
OvarHocTMUMpaHeTo €  pas3rpaHuMyaBaHeTO Ha reHoTMna -  CbBKYNHOCTTA  OT
HacrneacTBeHUTE 3anoxOW Ha uMHOMBUAAQ, @ BBLHLWHOTO WM MNPOSIBNEHWE Ce Hapu4ia
deHoTun. MaTepuaneH HocuTen Ha HacnegTBeHaTa WHdopmMauua npu YyoBeka ca
XPOMO30OMUTE, NpuUTEXaBally CBOWCTBOTO [Jda Ce CaMOoBb3npousBexgaT M ga ce
npegasaT OT MOKOMEHWe Ha nokoneHue. BposiT u cTpykTypata vM B egHa HopmarnHa
KneTka Ce Hapuya KapuoTun- YOBELLKMS KapuoTun ce CbCTou OT 46 XpOMO3oMM C
onpegeneHa mopdonorMyHa xapakrepuctuka. [pynupat ce B 23 ABOWKU, OT KONTO 22
Ca aBTO30MM W efHa ABOWka roHo3oMu. Kato nonosute Xpomo3omMu Mpu keHaTa ca
egHakem (XX), a npy mbxa (XY). Xpomodomute ca mnsrpageHn rnasHo ot OHK, ot koaTo
ca u3rpageHu reHute. Bceku npusHak ce kogupa oT onpeaerneH reH, Ho 3a BCEeKU Knma no
OBa reHa- manuuH u 6awwuH. Korato eavH vHOMBMA CbAbpXa ABa edHaKkBM reHa e
XOMO3UroTeH Mo To3n reH — (AA, aa). Korato anenHuTe reHn ca pasnuyHu — (Aa)-
WHAOMBMAA € XeTEPO3NroTeH. HAKOM reHn ce NnposiBABaT CaMoO B XOMO3UIOTHO CbCTOSIHUE U
Te ce Hapu4aT peuecuBHU- (aa), a KoraTo ce MPOSIBAT U B XETEPO3UTOTHO CbCTOSIHWE -
AOMUHaHTHKM  (AA, Aa). MoCTOSHCTBOTO Ha reHute He e abComTHO, BB3MOXHWM ca
NPOMeHN — MyTauuu, KOWTO MoraT Aa ObAaT reHHW WM FeHOMHW W Mpeav3BukBaT
HacneacTBeHuTe 6onecTu, KOMTO MoraT Aa ce nNposiBaT HenocpeacTBEHO crnef paxaaHeTo
UNM B No-KbCHa Bb3pacT. M3BecTHn ca Hag 300 xpoMo3oMHM cuHapomMa u okono 3000
reHHo-obycrnoBeHu 6onecTu.

Hacnepcteenute 6onectn ce obocobssat B ABe ronemu rpynu:

- XpOMO30MHM - ObIDKALLM CE€ HA XPOMO3OMHU U FEHOMHU MyTauum.

- MeHHN - pgbmxawy ce Ha reHHW MyTauuu, MOAYMHSIBALLM Ce Ha 3aKoHUTE Ha
Mengen.
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CobluecTtByBa M apyra rpyna 3abonsBaHu, obGycrnoBeHUM OT B3aMMOOEWCTBUETO U
BMUAHMETO HA MHOXECTBO reHN Hape4eHN NONNreHHM.

Kbm xpoMo3omHute ce otHacaT Tpusdomus 21 — CuHgpom Ha JayH, Tpusomusa 13 —
CuHgpom Ha MaTtu, Tpnsommsa 18 - cungpom Ha Egsaptc, CuHgpom Ha KnanHedenTbH.
CvHgpom Ha TbpHap, bonect Ha KOTEWKOTO MsykaHe W peguua apyrn O6poiHu wm
CTPYKTYPHM aHOManuu, Yusito Yectota € MHoro marnka. MouTtu Bcuukn 3abonsBaHus ce
npuapyxasat  OT pPasfUyHM  MOPAGOMOrMYHN OTKIIOHEHMUS U YMCTBEHO W30CTaBaHeE.
Xpomo3omHuUTe 6Gonectn OOMKHOBEHO Ca CrMopagvyHM U Bb3HMKBAT B pe3ynTaT Ha
CMOHTaHHW MyTauuu B MOMOBUTE KMNETKM Ha eduHWs poguTten, camo okono 5% ce
npegaBaT OT NOKOMEHME Ha NOKOMEHMe.

CuvHgpom Ha [layH- Hal- 4ecTOTO XPOMO30OMHO 3abonsiBaHe, AbIKM Ce Ha egHa
JonbrHMTeNHa XxpoMo3oma kbM 21 asoiika. Cpelya ce no- 4ecto npu GpemeHHu Hag 35
roguHu. [OuarHozaTa MoOXe [da Ce MNOCTaBU  HEMOCTPEACTBEHO Cref paxaaHeTo,
OnarogapeHve Ha aucmopduyHuTe  Genesn:  OTHOCUTENHO Manka rnasa Ha
HOBOPOAEHOTO, C HaManeH MpefHo - 3afeH pa3mep, TECHU U KOCO Pas3nofioXEHU OYHU
Lenkn, MbITbK HOC C paslMpeH KOPEH, FrofsiM U YeCTO M3NNe3eH e3uK, Manku He gobpe
O(hOpMEHM YLUK, CyXa M 3a4epBeHa KOXa Ha NMUETO, MYCKYMHa XMNOTOHWSA, KpamHUum
KbCW, LUMPOKM M MIIOCKU CTbMNana v ANaHn,4ecto C MbIMHU XePHUU U ApYrM aHOManuu Ha
BbTPELWHUTE OpraHu- CbpAeYeH MOpOK, HaManeH WMyHWTeT, YMCTBEHO W30CTaBSHE.
EdpmkacHo neyeHune npu ToBa 3abonssaHe nuncea. [eua cbc cuHapom Ha [JayH m3uckeat
cneunanuavmpaHn rpwxu 1 LeneHacoyeH UANOoCTEH NOAXo4 OT ChneuvanucTy BKIHYEHU
B MyNTUANCUMMITMHAPHN EKUNU- KNHE3UTEpaneBTH, eprotepanesTu, coumanHn paboTHUuM,
MCcMXono3n W MeauUMHCKM cneuvanuctu. Jobpu pedyntatu ce nocturaT C U3MbIHEHUETO
Ha CbOTBETHWUTE UHAMBMAYANHU NPOrpaMn Mpu HENPEKbCHATOTO CbTPYAHMYECTBO MeXAy
cemeinctBo u ekunun. CemeincTBata e HeoOXOAMMO Aa 3HaAAT, Ye moraT Aa pas3uuTart Ha
MOCTOSIHHHA MoAKkpena oOT creuvanMcTuTe M Ja He Cce YyBCTBaT M30MnMpaHu OT
obuiecTBoTO.

HeceT nbTn no- psako ot Tpusomus 21 — CuHgpom Ha [ayH, ce cpewya Tpusomus 13
- CuHgpom Ha [Matu, HO ce xapakTepuaupa C MO- TEXKM OpraHHu Mandopmauuu-
Mukpouedanus, Bbya ycra, NoNnaakTunusa v ap, no- rofisiMa yacT oT geuara, poaeHu ¢
ToBa 3abonsiBaHe 3aruear B MbpBUTE MECELM crel paxaaHeTo.

Tpusomust 18- ce cpella MHOrO pafko, aHOManuWTe He ca Taka rpybu kakto npwu
Tpusomus 13, HO BUCLiepanHMTe aHOManuu onpeaensT nowiata NporHo3a Ha bonecrtTa.

CuHgpom Ha KnanHedenTbp - cpewa ce Yy MomyeTata W Ce AbIXW Ha
ponbrnHuTenHa (X) xpomo3oma un kapuotuna e 47- XXY, Te ca ¢ BUCOK PbCT, X1nonnasusi
Ha TecTUCU, acnepmusi, HO Ype3 MBbXKU MONIOB XOPMOH MOXe Aa Ce MOCTUrHE MBbXKKU
xabuTyc, Ho 6e3 onnoguTenHa cnocobHocT, [dnarHo3aTta ce noctaBs OOMKHOBEHHO B
nybepTeTHa Bb3pacT.

CvHgpom Ha TbpHbp - NpUM MOMMYETa- HanmMuMe caMo Ha egHa X Xpomo3oma
kapuotuna e 45 XO. XapakTepusaupa Ce HUCBbK PbCT, Nnunca Ha BTOPWUYHM MOOBM
npusHauu, XunonnactuyHu snyHuum. Owe B mepvoda Ha HOBOPOAEHOTO MOXe Aa ce
OTKPUST XapaKTepHU OTouM Mo cTbhanata u gnadute. M Tyk XOpMOHanHoOTO rfeyeHue
MOXe Aa 0hOPMM XEHCKM (DEHOTUM, HO He U AeTepoAHa CnocoBHOCT.

KoTellko MsiykaHe ObIKM Ce Ha nuncaTa Ha KbCOTO paMo Ha metaTa Xpomo3oMma,
JeuaTta ce xapakTepuaunpaT C YMCTBEHO M30CTaBaHe, MravybT UM HanogobsiBa KOTELUKO
MslyKaHe.

Mpu reHHute 3abonsasBaHua Monekynata Ha OHK moxe ga 6bae npomeHeHa nog
BMUSIHNE Ha Pa3nuyHn PakTopy — PUNYHN, XMMUYHW, BUONOTMYHUK UNN CMOHTaHHO. Te3n
NPOMEHN — MyTauuW, NopaxaaT MOHOTEHHW W nonureHHU 3abonsiBaHusi. MoHoreHHuTe
bonectn ca cBbp3aHuM C gdedekT B CMHTE3a Ha onpegeneHa 6entbyHa Monekena,
kogupaHa oT moTupanusa reH. Korato myTaumaTta obxBaHe M MOnoBuUTE KNeTKW, TS ce
npegasa no 3akoHute Ha MeHaen. NMpu YoBeka ce HabnaaBaT TPU OCHOBHM TUNA FEHHU
3abonsiBaHNsA: aBTO30MHO-AOMWHAHTHW, aBTO30MHO-PELVCMBHY U MOMOBO- CBbP3aHU .
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Te MmoraT ga 3acerHeT eauH WNyM MOBeYe oOpraHu, usna cuctema M Uenus
opraHum3bM. ABTO30MHO- JOMUHATHTHUTE 3abonsaBaHus ce XapakTepusupaTt ¢ BepTUKanHo
npepaBaHe- T.e UMa G6OMHU BbB BCSIKO MOKOMEHWE, KaTo NpU eauH GoneH poauten pucka
3a nokoneHneto e 50%. [llo- 4yecTto cpewaHn ca AxoHgponnasusta, BpoaeHaTa
4YynnMBOCT Ha koctute, bBonect Ha MapdaH, HeBpodmbpomatosata W Ap.
AxoHgponnasuaTa ce XxapakTepusaupa C HemnponpouvoHaneH HaHW3bM, NpeauMHO Ha
MUWHNUnNTE N 6e,qpaTa, rmaBata € OTHTOCUTENMHO rondma, ¢ U3nbkKHamno 4Yero n XnbTHan
B OCHOBaTa CM HOC, Hanuue e u nymbanHa nopgosa. lNpbcTuUTe Ha pbLETe ca KbCH,
WHTEemNeKTa n geTepofHaTa cnocobHoCT ca 3anaseHu. Pucka npu cnegBallo nokoneHue
poctura oo 75%. [uarHosata npu TEXKUTE Cryyai ce NoCTaBs OLle NpWU paxxaaHeTo, a B
riekuTe, KoraTo NponnYn UcTaBaHeToO B pbcCTa. JledyeHue nuncea, nporHosata e fobpa no
OTHOLUEeHMEe Ha NPoABbIMNKUTENHOCTTA Ha XMBOTa.

Bonect Ha MapdaH - psigko cpeluaHo 3abonsiBaHe, KOCTUTE u3pacTBaT NPEKOMEPHO
Ha ObIMKUHA, KPbUHULUTE ca MHOMO AbMArk, ¢ AbMAMM NPbCTU HA pbLeTe. Xapakrepusupar
ce cbC cnabo passuTa Myckynatypa, Cb4YeTaBa Ce CbC CbpAeYHU MandopMauun, O4HU
aHoManu u gapyru.

ADTO30MHO - peuucuBHUTE 3abonsBaHMA Ce XapaKTepusupaTr C XOPWU3OHTarHo
pasnpoctpaHeHue Ha Gonectute. OBMKHOBEHHO B NPeALUECTBALUMUTE MOKOSIEHUS He ce
OTKpMBaT MHAMBMOM CbC CbLIOTO 3abonsBaHe, TbW kaTo Yy TsX FeHa ce Hamupa B
XETEePO3UrOTHO CbCTOsIHME. PaxaaHeTo Ha JeTe C TakoBa 3abonsiBaHe O3HayaBa, 4e
poaMTENUTE MYy Ca XETEpPO3UrOTHW, T. € HOCUTENWN Ha OOonecTHWUs reH. PUCKLT TakuBa
poautenu ga umat 6onHo gete e 25 %. MNo- yecTo cpeliaHn aBTO30MHO- PELUCUBHU
3abonaBaHNs ca MyKOBMCLMAO3a, CMMHaNMHa MycKynHa artpodwus, Tanacemumu
heHUNKETOHYpPUS, MyKOMonu3axapuaosu u ap

MonoBo - cBbp3aHu 3abonaBaHusa: ObmxkaT ce Ha MyTaumm B X Xxpomo3omaTta, KOUTo
BOAAT 4O NaTOMOMMYHM CbCTOSIHUA W 3abonsiBaHusl. [posiBABaT Ce MHOrMo0 TEXKO W
M3KMKOYUTENHO Npun aeua OT MBbXKW Non, TbiA KaTO HanNMU4YneTo Ha ase X XpomMo3omMu
BOAM [0 GanaHcupaHe Ha reHeTUYHOTO AeWCTBME, JOKOTO Yy MoOMYyeTa uMa camo eHa X
XPOMO30Ma M aKko TS € HocuTen Ha 6onecTHUS FeH, TON ce nposiBsiBa PeHOTUNHO. XKeHnTte
Ca HocuTenu Ha Tasu rpyna 3abonseaHus , 6e3 ga 6onegysar oT Tsx. [peacraButenu Ha
Tasn rpyna 3abonsiBaHus ca XemMowunuaTa, LUBeTHata crenoTta, anbuHu3ma,
nporpecvMBHaTa MyckynHa AncTpodus n gpyru.

Mpu HsKoW 3abonsiBaHMS ce HabnogaBa NpeanoYnTaHne KbM eauHUS Mo, Makap u
na 6onepnysaT v ABaTa - Te Ce Hapuyart nonoeo3asucMu. TakMBa ca BpoAeHaTa nunopHa
CTeHO3a, TUPeOTOKCMKO3aTa u ap.

Camo Marka 4yacT OT M3BECTHUTE MOHOreHHM HacneacTBeHn 3abonsBaHus morat
na ce nekysaT. Kato ce B3emaT BNpeaBua U TEXKATE XPOMO3OMHU aHOManuu cTaea
SICHO, Ye paHHaTa AMarHOCTUKa Ha Te3un 3abonsBaHusi, KaKTO 3a CEMENCTBOTO, 3acerHaTo
oT npobrnema, Taka U 3a OOLWECTBOTO € OT OrPOMHO 3HayeHue. T ce mocTura 4ypes
MeToguTe Ha npeHaTtanHata AnarHoCcTuka. OcHoBeH noaxon € nonyvyaBaHe Ha KINeTku oT
nnoga. OBUKHOBEHHO Ce U3BbPLUBA aMHULEeHTe3a oT 15- 19 cegmuua Ha GpemeHHocTa.
MonyyeHaTa aMHMOTMYHA TEYHOCT ce Mogfiara Ha pasfUyHU  aHanuau- LUTOreTUYeH,
6uoxummyeH n  OHK- aHanus. Mo TO3M Ha4MH MoraT da ce guarHoctuumpart okono 60
MonekynHu Gonectn. TOYHOTO MOCTaBsHe Ha [Auarosata W NPaBUIHO OMpederieHe Ha
reHeTU4HUA pUCK ca ABarta Hal- BaXkHM eTana B MeOUuKo - reHeTUYHOTO KOHCYNTUpaHe, a
TPEeTUAT €eTan e CbBeT 3a raHeTMdHaTa MNporHosa W M3xoguTe B Cb3gajeHaTa B
ceMelcTBOTO cuTyauus. [lpeHaTanHaTa [AuarHocTuka e cuctema OT MoAXOAu U
ONarHoCTMYHM METOAM 3a YCTaHOBSIBAHE Ha HacneAcTBeHWUTe 3abonsBaHus U AedekTn
BbB BbTPeyTpobHOTO pas3sutue. MeToauTe 6MBaT WMHTCTPYMEHTamNHW, OGUOXMMWUYHU
UMTOANHAMUYHN W aHanu3 Ha reHHn aedekTu.

[okasaHo e, 4e cuHgpoma Ha [layH e Hali- Y4eCTOTO XPOMO30MHO 3abonsiBaHe, a ToBa
0O3Ha4yaBa, Ye Npu Bcska OPEMEHHOCT CbLUECTBYBa M3BECTEH PUCK 3a paxdaHe Ha JeTe
C yBpexgaaHe. Npes3 nocnegHutTe neTHageceT roAvMHN Ha BCUYKM BpeMeHHu ce npegnara
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Y3[ n KpbBHa npoba 3a ouUEeHKa Ha pucka 3a paxaaHe Ha AeTe C  XPOMO3OMHMU
aHomanuu. M3cnegBaHeTo € HacoyYeHO  Npeaun BCUYKO KbM  XKeHW Hag 35 roauHum.
[ognwHo B Bwnrapusa ce paxaat okono 100 geua cbe cnHapom Ha [ayH. Kato npoueHTa
€ no- ronsMm npu XeHun Hag 35roguHn. B ronama 4acT OT eBpONEencKkuTe CTpaHu,
aMHMOLMHTE3aTa ce npenopbyBa Npu xeHu Hag 35r. CepyMHUSIT CKPUHWMHT He e
[OMarHocTvka,a camo oLeHKa Ha pucka. [NpegumcTeaTaTa Ha U3cneaBaHeTo ca: OTKpUBaHe
Ha noBeye oT 70 % oT 6pemeHocTuTe ¢ [layH npw keHn nog 35 roguHu, OTKpuBaHe Hapj,
95% Ha cnyyante Ha BpemeHoctute ¢ [layH npu xeHu Hag 35r, oTtkpuBa 85 % ot
crnyyaWTe Ha gedekT Ha HaBpanHata Tpbba Ha nnoga. HepocrtatbuuTe Ha TOBa
uscrnegBaHe ca criegHuTe lyctaHoBsBaT ce 5% daniunBo- NONOXUTENHW Criydal npu
6pemeHHn nog 35r., npu xxeHn Hag 35 roauHn -34%, 30 % oTpuuaTeneH pesynTart T. €
HUCBK pUCK, a ce paxaa aate ¢ [JayH. 3a ga ce npeagansrt HegoctaTbuuTe ce npegnarat
OOMbIHMTENHU u3cnenBaHus. MNpu OokasBaHe Ha PUCK OT €BEHTyaslHO HacNeACTBEHO
3abonsBaHe ce npegnara npekbCcBaHe Ha BpPeMeHHOCTTa N0 MEeAMUMHCKU MoKasaHus.
Tyk e mAcToTO Aa oTbenexum HeobxoaMMOCTTa OT PaHHOTO AMarHOCTULMPaHE U
onpepensHe Ha pucka OT paxdaHe Ha AaTte c yBpexaaHus.Msicto B npodunakTukata u
NoAABbPXKALLOTO NleYyeHMe Ha HacneacTBeHWTe 3abonsBaHus uma u eHoTunHata um
Kopekuusi. B cb3HaHMETO Ha xopaTa ce yTBbpAaunaTa npeacraBata 3a 6e3noMOLLHOCT
npeg croawmaT npobnem. CbBpeMeHHata meauumHa pasnonara ¢ gobpe paspaboTeHu
N epeKkTMBHM Noaxoam 3a (EHOTUMNHA KOPEKUUS: 3aMeCTUTENHA Tepanus, U3BexaaHe Ha
MeTabonNUTHN NPOAYKTU, BUTaMUHOTEpanus, AnetotTepanusTa.

3AKINKYEHUE

BbB Bpb3ka C MpeToTBpaTaBaHETO Ha paxgaHe Ha JdeTe C yBpexgaHe MU
CbOTBETHUTE Npobnemu , NponsTUYaLLM OT eCTEeCTBOTO Ha HacneAcTBeHOTO 3abonsBaHe
M nuncata Ha [JoctaTbyHa MWHGOpMaUMs 3a CBOEBpPEMEHHa MeuKO-reHeTU4Ha
KOHcynTaumsa Hpopmmpaxme 31 cemeiHn ABOMKM B Nepuoj 3a efdHa roguHa, kato 15 ot
TAX nonagaTt B PUCKOBUTE rpynn 3a HeobXoguMOCTTa OT TakaBa KOHCYyNTauus.
Mpocneanxme npeanpueTuTe OT TSX M3crneaBaHus. 3a cbxaneHue ABe oT 6pemMeHocTUTe
3aBbplUMXa CbC CrMOHTaHeH abopT B 3 nyHapeH Mecel, a egHa OpemeHHocT Gelle
npekbcHaTa No MeAMLMHCKM NoKa3aHus, Bb3 OCHOBA Ha NpoBefeHaTa MeanKo- reHeTu4Ha
KOHCynTaums.

Te3n gaHHM roBopsAT, 3a CEepMO3HOCTTa Ha npobnema u ronsamarta HeobxoguMocT oT
nHpopmaumsa. Pakta 4ye 31 MHOPMUMpPaHM XEeHW efdHa € npekbcHana OpemeHHocTa
roBOpu 3a HEOOXOAMMOCTTa OT aKTUBHOCT KaKTO OT CTpPaHa Ha PUCKOBWUTE CeMelcTBa Taka
1 oT paboTelumTe B chepaTa cneumnanuctu.
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