TUIAH JIEKIIMOHHBIX U TIPAKTUYECKHUX 3AHSATH IO MEJIIMHCKON TEHETUKE
HNEAUATPUYECKOE OTAEJEHUE

Pazoen 1. Cemuomuxa. Meouko-cenemuueckoe KOHCYIbMUPOBAHUE

Tema 1. Cemuomuxa eenemuueckux 3a00ae6anuil

Jlekumsi 1. CeMnoTHKA reHeTHYECKHX 3200/ 1€BAHHIA.

Bonpoc 1. O6mas ceMuoTuka.

Kpamkoe codepowcanue 1 e6onpoca. IlpemMerom oOIIe CEMHOTHKH SIBISIFOTCS TPH3HAKH,
OTHOCAIIHECS K 00IIel XapaKTepucTUKe podaHIa Wik ero cuOCcoB (11071, BO3pAacT, HACAEACTBEHHAS
OTATOIIEHHOCTh, TEPEHECCHHBIE 3a00JIeBaHUs, TEJIOCIOKEHUE W KOHCTUTYILHUS, TIOJOBOE U
(bU3UYECKOe pa3BUTHUE U JIP.), U €r0 O0IIEeMYy COCTOSIHUIO (M3MEHEHHE CO3HAHMS, IMOJI0KEHHE TeJa,
BBIpaXeHUE (PEHOTHUTIA, JTUIA, OKPACKA KOXKHBIX IOKPOBOB U Ap.). [Ipumepsl.

Bonpoc 2. YacTHag ceMuOTHKA.

Kpamroe cooeporcanue 2 sonpoca. Ilpenmerom 4acTHOM CEMUOTUKH OPTraHOB U CUCTEM OpPTraHH3Ma
SBJIAIOTCSI CUMIITOMBI KOHKPETHBIX 3a00JIeBaHUN, MEXaHHU3Mbl WX BO3HUKHOBEHHUS U DPa3BUTHS,
JMArHOCTHYECKOE 3HAYCHHWE, OIEHKAa CTEMEHU BBIPAKEHHOCTH, OCOOCHHOCTH WX COYETaHWS,
MIPUYMHBI BO3MOXHOTO OTCYTCTBUS. [IpuMepsl.

Bonpoc 3. ®enorenernka.

Kpamrxoe cooepoicanue 3 e6onpoca. Peanuzamms TeHernueckoid uH(opmanuu B (peHOTHIIE.
HccnenoBanne mposiBICHUS TeHa/TeHOB Mo Xekkepy. CpaBHEHHE HOPMANIBHBIX IPU3HAKOB H
(EeHOTUITUYECKUX TPOSBICHUN OIpEeNeIeHHON MyTalliy, Hapyllalolled pa3BUTHUE TPU3HAKOB.
JleTanbHbIM aHaIM3 MPOSBICHUM TNeHETHYECKOH MH(POpPMALMU HAa KAKIOM dTale ee pealu3aluu
(maTtoreHe3 MyTaHTHOT'O ITpU3HAKa WK MpU3HAKOB). [Ipumepsl.

JladopaTtopnoe 3anusitue 1. Cemuomuka eenemuyeckux 3a00.1e8aHUl

Kpamxoe cooeporcanue nabopamoprozo 3anamus sauamus. Cxema onucanus Genoruna. OcMoTp
OTHIENBHBIX dYacTe Tena. KIWHUKO-TeHeanorudecKuid MeTona: 1) TeHeaJorHMYecKHWil aHaau3
POJIOCIIOBHOM, aJITOPUTM COCTABJICHHS POJOCIOBHOM; 2) TPYIIBI PUCKAa B 3aBUCHMOCTH OT BHIA
BO3MOKHOW  HACJICICTBEHHOW TaToJoTuH (IpH  XPOMOCOMHOM  TATOJIOTHH, MOHOTECHHBIX
3a00JIeBaHUAX, MYJIbTU(PAKTOPHANBHBIX Oone3HsX); 3) rpaduyeckue CpeacTBa OMUCAHUS
POJIOCIOBHBIX, 4) METOABI UCCIIEAOBaHMS ()EHOTHUTIA.

Camocmosmenvrnas paboma: CeMUOTHKA HACICICTBEHHBIX U BPOXKIEHHBIX OonezHell. CoCcTaBUTh
KapTy COOCTBEHHOTO (h)€HOTHIIA.

Tema 2. MeToabl KIHHUYECKOH reHeTUKH.

Jleknus 2. MeToapl KIMHHYECKO reHeTHKH

Bonpoc 1. Knuanko-reHeanoruueckuii METoz.

Kpamxkoe cooepoicanue 1 eonpoca. Meronuka cbopa wHPOpPMAIMKM U €€ OCOOEHHOCTH IpHU
Pa3IMYHBIX BUAX MATOJIOTHH. Bo3MoOKHBIE OTMOKU. 3HaUE€HNE KITMHUKO-TEHEAIOTMYEeCKOT0 METOa
B KJIMHUYECKOM npakTuke. [Ipumepsl.

Bonpoc 2. lluToreHeTH4eCKre METOBI.

Kpamxkoe codepoicanue 2 6onpoca. Itansl mpoBeieHNs. BapuaHTsl, 00J1aCTh TPUMEHEHHUS, 3HAUCHUE.
buoxuMuueckre MeToabpl. YPOBHH OMOXMMHUYECKON TUarHOCTUKU. [TokazaHust K OMOXUMUYECKOMY
WCCJICTOBAHMIO /ISl AMATHOCTUKH HACJIEICTBEHHBIX Oomne3Hel. [Ipumepsr.

Bonpoc 3. MonexynsipHO-TeHETHIECKUE METOIBI.

Kpamrxoe cooepacanue 3 6onpoca. Yuusepcanibnocth MerofoB JJHK-anarnoctuku, BO3MOXKHOCTH
MX UCTOJb30BaHMs. XapaKTEPUCTUKA OCHOBHBIX METOANYECKUX MPUEMOB. [Ipumepsl.
JlaGopaTopHoe 3aHsaTHE 2. MeTOABI KIMHUYECKOW T€HETHKH.

Kpamxoe coodepoicanue nabopamoproco 3ausmus. PaccMaTpuBarOTCs  METOIBI M3YYCHHSI HACIICICTBECHHBIX
6OH63HCﬁ, TJIaBHBIMU U3 KOTOPBIX SIBJIAIOTCA: KHHHHKO-FCHC&HOFHHGCKHﬁ, 6HH3HCHOBBIﬁ, HOHYHHHHOHHBIﬁ,
HHTOFCHCTH‘ICCKI/Iﬁ, OMOXMMHYECKUA U MOJ'IeKy.]'ISIpHO-FeHeTI/I‘-IeCKI/Iﬁ. Pa36I/IpaIOTC$I Kputepuun i
BKJIFOUCHHS B TPYIIITHI PUCKA IO XapaKTepy HacIeAOBaHMsI TpU3HaKa (0oe3nn). Pa30uparoTcs mokazaHus s
IIPOBEACHUSA OJHOT'O U3 OCHOBHBIX T'€CHETUYCCKUX METOOOB.



Camocmosmenvhas paboma: I paguueckoe uzobpasicenue Hacie008anuss 00HO20 U3 NPUHAKOE U Oele3HU.

Paznen 2. HacneacrBeHHble 60/1€3HU

Tema 3. XpomocomHnas namono2us, MOHO2EHHbIe U MYTbMUPAKMOPUATIbHbLE 3a00.1e6aHUS

Jlekumsi 3. XpoMocoOMHasl IATOJIOTMSI, MOHOT€HHbIE U MYJbTH(AKTOPUAIbHBbIE 3200 1€BaHUS.
Bomnpoc 1 Knaccudukanus XxpoMOCOMHBIX 00se3HEH

Bonpoc 2. Yactora BcTpeuaeMocT. CUMIITOMAaTHKA, KIMHUYECKUE TIPU3HAKH.

Bomnpoc 3. MexaHu3Mbl pa3BUTHSI XPOMOCOMHBIX 3a00s1eBaHui. CBS3b C BO3PACTOM POJHUTEIICH.
JlabopaTopHoe 3aHsaTHe 3. XpOMOCOMHAS MATOJNOTUS, MOHOTCHHBIE M MYJIbTH()AKTOPHAIBHbIC
3a0omeBaHus

Kpamxoe codepoicanue nabopamopnozo sansmus. Pacder pucka mpu marojoruu: 1) XpOMOCOMHOM,
2) MOHOTEHHOH, 3) MyJbTH(AKTOpHAILHON. PellleHre TUMOBBIX 3a4ad Ha OMNpEACICHHE PHUCKA TEHHBIX
3aboseBannit. Anamus (enorunuueckux kapr. Kiaccudukanuss reHHBIX OoJie3Hel (TeHEeTHYEeCKUH,
KIIMHAYECKUH, TAaTOTCHeTUYECKU TPUHIUIBEI Kiaccudukanuu). OcoOCHHOCTH KIMHUYECKON
KapTHHBI TeHHBIX Oosie3Hel: 1) MHOTOOOpa3ue KIMHUYECKUX NPOSBICHUN; 2) 3HAUEHUE BO3pacTa
Havasa 0oJyie3HH; 3) MPOrpeIUCHTHOCTh KIMHUYECKOW KapTHHBI, XPOHHUSCKHN XapaKTep TCUCHHSI
Oosie3nn; 4) THKECTh TCUCHHs 3a00JIeBaHus; 5) KIMHUYECKHH MTOJMMOPGHU3M TeHHBIX 3a00JCBaHHM
(cpok maHupecTary 3a001€BaHus, TOJTHOTA U TSHKECTh CUMIITOMOB, ITPOAOJKUTEILHOCT OOJIE3HH,
CTETeHb MHBAJIMIHOCTH, TOJIEPAHTHOCTh K TEPANHU, MPOJOJDKUTEIBHOCTh KHU3HHU); 6) MPUYUHBI
KIMHUYECKOTO mnonuMopdusma (pa3Hblii OMOXUMHUYECKUH S(PPEKT TeHHOW MyTaluH, SBICHHE
aHTULMIIALAY, 1034 TEHOB, TEHETUYECKAas CPEia, BIMSHUE BHELTHEN Cpe/Ibl). DTUOJIOTHS ¥ TaTOTEHES
TeHHbIX 3a00JIEBaHU.

Camocmosmenvuas paboma: PemeHue 3amad Ha ONpENEICHHWE PHUCKA TCHHBIX 3a00JCBaHMM.
[ToaroroBka MyJbTUMEIUUHBIX TPE3EHTALUM MO TEME 3aHITHUA.

Tema 4. Hacneocmeennvie memabonuveckue 3a001€6aHUsi (MUMOXOHOPUATbHBIE, NEPOKCUCOMHDbIE,
JIN30COMHBIC OOJIC3HU)

Jlekuusa 4. HacieacTBeHHbIE META00IHYECKHE 3200 1€BAHUS.

Bonpoc 1. Tlonsitue 06 opdanHbIX 3a00s1eBaHUAX. MUTOXOHpUAIbHBIE OOJIE3HH.

Kpamkoe  cooeporcanue 1 sonpoca. MonekynspHo-reHeTUYecKass  Kiaccuuxaus
MUTOXOHJIPHAIIBHBIX ~OOJIe3HEH. OTHONOTHS © TATOTeHE3 MUTOXOHAPUANBHBIX OOJE3HEH.
Mopdorenerndeckas XapakTepUCTHKA OTAEIbHBIX 3a00I€BaHUM.

Bonpoc 2. TlepokcucoMHBIE 0OJIE3HH.

Kpamxkoe cooepocanue 2 6onpoca. MonexynsapHo-TeHeTUYECKash KJIacCU(PUKaAIUs NEPOKCHCOMHBIX
Oone3Held. DTHONOTHS W  TAaTOTeHE3 MEPOKCHCOMHBIX  OonesHedl. Mopdoreneruueckas
XapaKTepUCTHKA OTAENIbHBIX 3a00JIeBaHUM.

Bonpoc 3. JIuzocoMHbIe 00JIE3HH.

Kpamkoe cooeporcanue 3 eonpoca. MonekynsipHO-TeHETHUECKasi KiacCU(UKALNA JTH30COMHBIX
Oomne3Held. DTHMONOTHS W  TATOTeHE3 MNEPOKCHCOMHBIX  OonesHedl. Mopdoreneruueckas
XapaKTepUCTHKA OTAENIbHBIX 3a00JIeBaHUM.

JlabopaTopHoe 3aHaTue 4. Hacneocmeennvle memabonuyeckue 3a001e6aHusi (MUMOXOHOPUATbHbIE,
NEepoOKCUCOMHble, TU30COMHBIC OOJIC3HN )

Kpamkoe  coodepoicanue  nabopamoproeo  3anamus.  Knaccudukanus — HacIeICTBEHHBIX
MeTa0OMUUeCKUX 3abosieBaHuil (TEHETUYECCKH, KIMHHUYCCKUM, MAaTOTCHETHYCCKUA MPUHIIMITBI
knaccudukanuu). [loctpoeHne  rpadoIOTMYECKOT0  AMATHOCTUYECKOTO  alropuTMa  IpH
JIMAarHOCTUPOBaHUU OpdaHHbIX 3a00eBanuil. Jluerorepanus reHHbIX 3a00J1€BaHHIA.
Camocmosmenvnas  paboma: IlpomoibkeHue — cocTaBieHHs — pojaocioBHoi.  [loarororka
MYJIbTUMEANIHBIX MPE3CHTAIUH 110 TEME 3aHSTHSI.

Tema 5. HacnencrBeHHble 3a00s1eBaHMs, XapakTepHble 1 Yysarickoit PecryOnmkmu.
Jlexuus 5. HacnencrBennslie 3a0oneBanus, xapakTepHsie s Uysanickoit PecriyOnmku.
Bonpoc 1 IlpodunakTrka HacIeICTBEHHOM MaTOJIOTHUH.



Kpamroe cooepoicanue leonpoca. Kommiekc mpekoHnenuuonHoi npodrraktuku. [lokazanus k
MPOBEJICHUIO TPEKOHIICTIITMOHHON MPOGUITAKTHKY (110 XOTUHTCBOPT).

Bonpoc 2. Tenodonna kak crparermdeckuii pecypc. I'eHernueckoe mporHo3upoBanue. [lonstue o
dbenodonme.

Kpamxkoe cooeporcanue 2 sonpoca. I'enernyeckue Mapkepbl BOCOPUUMYUBOCTH U YCTOMUHMBOCTH K
OTJICTbHBIM COLIMATBbHO-3HAYMMBIM 3a00JIEBAHUSIM.

Bonpoc 3. HacnenctBennblie 3a00sieBanus, XapaktepHble aiis Yysamickoi Pecyomukmu.

Kpamkoe codepocanue 3 eonpoca. OO0mmii 0030p PHASMUYHONW HACIEICTBEHHOW MATOJOTHUH,
xapakTepHou st UyBamickoit PecyOnuku. BposkieHHBIN 3pUTPOIMTO3, JETAIBHBIA OCTEOIETPO3,
BPOKJICHHBIN N30JIMPOBAHHBIA TUIIOTPUXO3.

JlaGopaTopHoe 3aHsiTHe 5. HaciencreenHble 3a00eBans, xapakTepusie 1t YyBanickoii PecryOamuku.
Kpamxoe cooepocanue npaxmuyeckoeo 3amamus. O3HAKOMJICHHE C CEMHOTHKOH OpGhaHHBIX
3aboseBanuii, sHIeMUYHbIX 1t YyBanickoit Pecriyomuku. [Ipodunaktuka opdanHbIX 3a00JIeBaHUA.
CamocmosmenvHas paboma. ITUYECKUE U JEOHTOJIOTHUECKHE BOMPOCH B KIIMHUYECKON T€HETHKE
(moaroToBKa MyJbTUMEIUMHBIX TIPE3EHTAINN).

Pa3nen 3. /ImarHocTuka HacjieJICTBEHHBIX 3a00/1eBaHU

Tema 6. @apmaxocenemuxa u papmakozeHomura

Jlekuus 6. ®apmakoreHeTnka u papMaKoreHOMHKA.

Bonpoc 1. Tlonsitue o (hapMakoreHeTHKeE.

Kpamkoe codepawcanue 1 eonpoca. BnusHue HacieqcTBEHHOCTH Ha 3()QEKThl JIeKapCTBEHHBIX
cpenctB. GopMUpOBaHUE peaKIMii OpraHW3Ma Ha CPEJOBbIE BO3JCHCTBUA (9KoreHeTHka). Ilytu
ouoTtpanchopmaliu KCeHOOMOTHUKOB. 3aa4un (hapMaKOTreHETUKH, PEHOTUITUPOBAHKE U 00ECTICUCHHE
0€301aCHOCTH IPUMEHEHHUS JIEKAPCTB.

Bonpoc 2. Tlonsarue o hapmMakoreHOMHKE.

Kpamkoe cooepoicanue 2 6onpoca. CBSI3b SKCIPECCUU KOHKPETHOTO I'eHa MJIN OJTHOHYKJICOTHIHOTO
nonuMopdu3Ma B TeHOME uesioBeka ¢ 3((PEKTUBHOCTHIO MM TOKCHYHOCTBIO JIEKApCTBA.

Bonpoc 3. llpuaiuns! npoBeaeHMs PapMaKOreHETUYECKOTO TECTUPOBAHUS.

Kpamroe cooepowcanue 3 onpoca.

[MpenexTuBHas (MepcoHaNn3upoBaHHas) MeauiiuHa. TpeOoBaHuMsI, TPEAbIBISEMbIE K
(hapMakoreHeTHUYEeCKUM TeCTaM JUIsl X UCIOJb30BaHUs B KJIMHUYECKOM npakTuke. [lokazanus k
MPOBEJICHUIO (hapMaKOTEHETUYECKOTO TECTHPOBaHUS. [I[pUHIUIIBI HHTEPIIPETALUN PE3YTBTATOB
¢dapmakorenetrnueckoro tectuponanus. [Ipuniunst BeiOopa JIC 1 pexxuMbl UX JO3UPOBAHUS C
Y4eTOM pPe3ybTaToB (hapMaKOTEHETHIECKOTO TECTHPOBAHUSI.

JlaGopaTopHoe 3aHsiTHe 6. ®apmakoreHeTnka u GapMaKoreHOMHKA.

Kpamxoe codepcanue nabopamoprozo 3ausamus. 3HAKOMCTBO ¢ (ppaMaKOreHTUYECKUMU TECTaMHU.
Pemenne kiIMHUYECKUX 3a/a4.

Camocmosmenvuas  paboma:  3HAKOMCTBO C  HHTEPHET-PECYpCcOM 1O  KIMHHUYECKOH
(hapMakoreHeTHKe, TOUCK (PApMAKOTEHETHUECKHX CBEICHHM O JIEKaPCTBEHHOM CpeacTBe (110
3a[IaHUI0 TIPENOoIaBaTeNsl) MO0 MEXIYHAPOJHOMY HEMAaTEHTOBAHHOMY HA3BaHHUIO JICKAPCTBEHHOTO
CpelCcTBa, W/WIIM 110 Ha3BaHMIO TeHa: http://www.pharmgkb.org/

[Iponomxenue cocTaBIeHUs pOAOCIOBHOM.

Tema 1. Ilpenamanvrasn ouacHocmuxa, npoQhUIAKMuUKa HAci1edCmMEeHHOU U 8DONCOEHHOU
namoao2uu

Jleknus /. IlpeHaTajibHasi THATHOCTHKA, MPOPHIAKTHKA HACIECTBEHHOI U BPOKIEHHOM MATOJIOT HH.
Bonpoc 1. OcHOBHBIE METOIbI TPEHATATBLHON TUArHOCTHKH.

Kpamroe cooepoicanue 1 sonpoca. Ipsimbie (MHBa3HMBHBIC U HCMHBA3UBHBIC) M HETMPSMBIC METOJIbI
MIPEHATAIbHOW TNAarHOCTHUKHU.

Bonpoc 2. TlpeHatanbHblii CKDHHUHT Ha XPOMOCOMHBIE 3a00JI€BaHHU.

Kpamroe cooepoicanue 2 6onpoca. Mapkepsl y 11010B ¢ cuHapomoM JlayHa.



Bonpoc 3. IlpenataiabHblii CKpUHUHT Ha HACJICJICTBEHHBIE META0OINYECKUE 3a00IEBaHMUS.

Kpamxkoe cooepocanue 3 sonpoca. IlperaranbHbie MapKephl HACIEACTBEHHON MATOJIOTHH.
JlaGopaTopHoe 3aHsiTue 7. [IpeHaranbHas TMarHOCTHKA, MPO(GUIAKTHKA HACICICTBEHHOM M BPOXKICHHOM
MATOJIOTHH.

Kpamrxoe cooepocanue nabopamopnozco 3ansamusi. MeTozxm MpEeHATAThHOW JTUArHOCTHKH,
IIOKa3aHuA K HHM, JUATrHOCTHUYCCKHUC BO3MOXHOCTH H HCAOCTATKHU. OHpe,Z[G.HI/ITB I‘py1'[HI:I
OCpEeMEHHBIX KCHIIMH C IMOBBIIIICHHBIM PUCKOM POKJICHUSI IeTEeH ¢ HACICACTBEHHBIMH JTe(PEKTaMH.
Camocmosmenvras paboma:

[Iponomkenune cocraBieHus poaocioBHON. [ToaroToBka MylbTUMEIMITHBIX MPE3EHTAUNA IO TEME
3aHATHUA.

Tema 8. [lnarHocTrka MyJabTH(PAKTOPHATIBHBIX 3a001eBaHui. TepaTeHOreHe3. DTHUECKUE BOMPOCH
MEIHUIMHCKON T€HETUKHU

Jlekumsi 8. DTryeckue BONPOCH MEIUIIMHCKOM T€HETHKH.

Bonpoc I T'enetTndeckoe TECTUPOBAHNE MTPU MOHOTEHHBIX 3200JIEBAaHUSIX B €TI0 PUCKHU.

Kpamkoe codepowcanue 1eéonpoca. XapakTepucTHKa TEepPMHHA TE€HETHYECKOE TECTHUPOBAHUE.
CouuanbHble, 5KOHOMUYECKUE, CEMEWHbIE, JIMYHOCTHBIE PHUCKA, — BO3HHUKAIOIIME B PE3YJIbTATE
MIPOBEACHUS TEHETUYECKOT0 TECTUPOBAHMSL.

Bonpoc 2. MexnyHapoaHoe 3aKOHOAATEIBCTBO B 00J1aCTH TEHETHYECKOTO TECTUPOBAHMSI.

Kpamxoe cooepocanue 2 eonpoca. OCHOBHBIE TONIOKEHHUsT BceoOmiel aekimapamid O TEHOME
genmoBeka u 0 mpaBax denoBeka (FOuecko, 1997), KoHBeHnuu o 3ammre mpaB U JOCTOMHCTBA
YEJIOBEKA B CBSA3H C MPUIIOKCHUAMHU Orosiorun U MeauiinHbl (1997), KorBeniuu o nmpaBax 4yenoBeka
u ouomenuuune (1997), Pekomennanmii Komurera o0OiecTBeHHON U MPOeCCHOHATBLHON OTUTUKN
EBpomneiickoro oOmiecTBa T€HETHKH 4YeNOBEKa, MEXIyHapOIHOW MEKJIapalid O TEeHETHYECKUX
nanaeix uenoBeka, (UNESCO International Bioethics Committee, 2003), Pesomoruun 2004/9
SKOHOMHUYECKOTOo W comuanibHOoro coBeta OOH [I'eHermveckas KOH(DHICHIMATIBHOCTH W HE
JTUCKPUMUHALIMSL.

Bonpoc 3. OcHoBbl 3akoHOnaTenbcTBa Poccuiickoir ®Penepanuui B 001aCTH T€HETHYECKOTO
TECTUPOBAHUSL.

Kpamxoe cooepocanue 3 eonpoca. OcnoBHble monoxkerus ®3 or 21.11.2011 N 323-@3
«O0 ocHOBax OXpaHbl 310pOBbs rpaxaan B Poccuiickoit deneparym».

JlabopaTopHoe 3aHsiTue 8. JlmarHocTHKa MyJIbTH(AKTOPHAIBHBIX 3aboneBanuii. TepareHOreHes.
Kpamkoe coodepowcanue nabopamoprozo 3anamus. PaccmaTpuBaloTCsl BONPOCH! MOMCKAa T'€HOB —
KaHAUIaTOB. VX MpUMEHEHHE C IEJbI0 OMPENeICHHs] PUCKA Pa3BUTUS MYIbTHU(PAKTOPHAIHOTO
3a001eBaHUS UM OHKOJIOTHYECKOTO Mpoliecca OMpeieIEHHOTO OpraHa.

CamocmosmenvHas paboma:

IToaroroBka MyJIbTUMEIUNHBIX NIPE3CHTALUHI 110 TEME 3aHATHUS.
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