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BBenenune

HacnenctBeHHble CHHAPOMBI, MpeApacroiaraiime K OJIHOBPEMEHHOMY
(bOopMHUPOBAHHUIO 37TOKAYECTBEHHBIX OIYyXOJIeH, aCCOIMUPOBAHHBIX C MOPAKECHUSIMU
KOXU M CIM3UCTBIX, MPEJCTABISAIOT COO0N YHUKAILHOE U MHOTOTPAaHHOE MEJIUKO-
TEHETUYECKOE SIBJICHUE. DTOT KOMILJIEKCHBI CUMIITOMAaTUYECKUM MOPTPET TpedyeT
[IyOOKOTO HAyYHOT'O HMCCIIEOBAHUS JJISl TMOJHOTO MOHUMAHUSI €r0 TeHETHUYECKUX
OCHOB, MOJICKYJISIPHBIX MEXaHU3MOB U KIMHUYECKUX MPOSBICHUH.

B cBeTe coBpeMEHHBIX JOCTHKEHUM B 00JIACTU MOJIEKYJISIPHON OUOJIOTHH U
TE€HETUKU OTKPBITHl HOBBIE MEPCIIEKTUBBI JIJIs1 BBISBJICHUSI T€HETUYECKUX JE(EKTOB,
JeXallUuX B OCHOBE JAHHBIX CHHJPOMOB. [loHMMaHHME 3THX HaclIeJCTBEHHBIX
MyTalMii MOXXET HE TOJIbKO YIJIyOWTh HAIlld 3HAHUSA O T[aToreHe3e, HO U
MPEIOCTABUTh KIIFOUEBBIE MOMEHTHI JUIsl Pa3pabOTKU MEPCOHATU3UPOBAHHBIX
METOJ/IOB TUATHOCTUKU U JICUCHUSI.

OpnHoil M3 OCHOBHBIX XapaKTEPUCTUK JAHHBIX CHUHJIPOMOB SIBJISIETCS HX
TeTEPOreHHOCTh KaK MO TMPOSBICHUSM, TaK M MO0 T'€HETUYECKHUM OCHOBaM. DTOT
dbakT mnoaYEpKUBAET HEOOXOJUMOCTh CHUCTEMHOIO TMOJXOJa, BKJIIOYas Kak
IyOOKHE  MOJICKYJISIDHBIE — HCCIEJIOBaHUS, TaK W KIMHUYECKHE 0030pbl
MHOTOYHMCJICHHBIX CITy4aeB C 1IEJIbI0 BBIJICTICHUS OOIUX U YHUKAJIBHBIX YEPT.

HecMoTpst Ha oOmupHbIe UCCIIEOBAHUS B 3TOW O0JACTH, €€ MHOMXECTBO
BOINIPOCOB oOcTatoTcs 0e3 orBera. KitoueBbiMM —acmekTaMu, TpeOyrouuMu
JOTIOTHUTEILHOTO ~ MCCJIEOBAHMS, SBIAIOTCS  Pa3HOOOpa3ve  KIMHHUYECKUX
nposBieHU, AuddepeHmalnys reHeTUHYeCKMX BapUaHTOB, a TakXke pa3paldoTka
3¢ (HEKTUBHBIX cTpaTeruil MPOGUIAKTUKH U JICYCHUS.

Hayunble pa3paOoTKkh B 00JIACTH TEHETHKHM M MOJICKYJSIPHON OHOJIOrHH
OTKPBIBAIOT MEPe]l UCCIEIOBATEIIMU U MEIUIIMHCKUMU TTPAKTUKAMHU YHUKAJIbHbBIE
TOPU3OHTHI  JIJIi TOHUMAHMS CJIOKHBIX MEIUKO-TEHETUYECKUX CIIEHAPHUEB.
HacnenctBeHHnble  CHHIApPOMBI, Mpeapacrojararoiife K  3JI0KaueCTBEHHBIM
OTYXOJISIM C COMYTCTBYIOIIUMU MOPAKECHUSIMHU KOXKHU U CIU3UCTBIX, MIPEACTABISIOT
co0ol HEeoObIYaiiHO MHTEPECHOE TO0JIE JJI MCCIEAOBAHMS, OObEIUHSSI TEHETHUKY,
OHKOJIOTHIO U JIPMATOJIOTHIO.

B ycrnoBusx cTpeMuTEeNbHO  pa3BHBAIOLIEHCS  00JAaCTH  T€HOMUKH,
BO3MOKHOCTH TIPOBEJICHHUSI TIOJHOTO TEHETUYECKOTO aHajiu3a U BBISBICHUS
TOYHBIX MYTallUi 3HAYUTEIILHO PACIIUPSIOTCS. B 3TOM KOHTEKCTE, HCCIIeOBaHUS
HACJIEICTBEHHBIX CHHJPOMOB C BKJIIOYEHHEM 3JI0KAYECTBEHHBIX OITYXOJIEH,
MOPKEHUNA KOXKHM U CIM3UCTBIX, MPEJOCTABIISIIOT YHHUKAIbHYIO BO3MOXKHOCTh
U3YYCHUS B3aMMOJICUCTBHS T€HETUUECKUX aHOMAIMM U UX BIUSHUSA HA (DEHOTHII.

Tem He MeHee, maHHasi 00JIaCTh TaKKE€ CTAJIKUBAETCS C PSAJOM BBI30OBOB,
TaKMX KaK CJIOKHOCTh TE€HETHYECKOM TIeTepOreHHOCTH U MHOrooOpasue
KIIMHAYECKUX TposBieHuit. Heo0X0uMOoCTh B TIIyOOKOM KIMHUKO-T€HETUYECKOM



aHaJM3€ CTAHOBUTCS KIIFOUEBOM JI BBISABICHUS IMyTeH Pa3BUTUS CHHIAPOMOB U
pa3paboTKy MHAUBHUIYATN3UPOBAHHBIX MMOAXOI0B K JUATHOCTHKE U JICYCHUIO.

B cBere »THX cooOpakeHuii, HACTOsIIEe MCCIEAOBAHWE HAIPABJICHO Ha
00beIMHEHNE PE3YTBTATOB MOCIECTHUX METUIITHCKUX U TEHETHUECKUX OTKPBITUI C
IENbI0 CO3JIaHUSI KOMIUIEKCHOTO 0030pa, CIHOCOOHOTO pPACKpBIBATh HE TOJBKO
MOJICKYJISIPHBIE OCHOBBI JaHHBIX CHHAPOMOB, HO H TPEIOCTABIATH OCHOBY MJIS
NEPCOHAIM3UPOBAHHOTO TMOAXO/Aa K TalMeHTaM. Pa3BUTHE HOBBIX METO/IOB
JUATHOCTHKU W TEpaluH SBISETCS CTPATErHUeCKOW IIeNbl0, OCHOBAHHOM Ha
OOIIMPHOM HAyYHOM aHaJIM3€, KOTOPBIA MPEICTOUT BHITTOTHUTH.

Ilens manHOTO pedepaTa — MPEIOCTABUTH 0030pP COBPEMEHHOTO COCTOSHHS
HAYYHBIX MCCIEJIOBAHUN MO HACIEACTBEHHBIM CHHAPOMAM, COIPOBOXKIAOIIUMCS
37I0KQYE€CTBEHHBIMH OIyXOJIIMHU, KOXHBIMH W CIHM3UCTHIMU TOPAKCHHUSIMH, C
aKIEHTOM Ha TEHETHYECKMX AacCHeKTaX, MOJEKYJSIPHBIX MeEXaHu3Max |
MEPCIIEKTUBAX PA3BUTHUS METOAOB JUATHOCTHKH U JICUCHHUS.

Takum o00pa3om, B JaHHOM pedepaTe Mbl CTPEMUMCS IPEAOCTABUTH
BCECTOPOHHMIA  B3TJISii HA  HACIEACTBEHHBIE  CHHIPOMBI, CBSI3aHHBIE C
dbopMupoBaHHEM  3JI0KAYECTBEHHBIX  OMyXOJieH, MOMYEPKHYTh  BaXHOCTh
UCCIICIOBAaHU B O0JIACTH TEHETHKH, MOJICKYJSIPHON OHOJIOTUM W KIWHUYECKOU
MPAKTHKHU s OoJiee TIIyOOKOTO MOHMMAaHUS ATHX PEAKHX, HO KpaiHe 3HAUYMMBIX
COCTOSIHUU.



I'naBa 1 OcHOBHBIE HAC/IEACTBEHHbIE CHHAPOMBI

1.1 Heiipopudpomarto3

Hetipopubpomaroz (H®D) mpeacraBmsier coOoi TpyIy Te€HETHICCKUX
3a00JIeBaHUH, XapaKTePU3YIOIINXCS Pa3BUTUEM OITyXOJ€il B HEPBHBIX TKaHsX. [[Be
ocHOBHBIC (hopmbl dTOro cuHApoma, H® tuma 1 (HD-1) u HO tuma 2 (HD-2),
obycnoBnensl myTarusmMu B TeHax NF1 um NF2 coorBeTcTBeHHO. DTH MyTanuu
MMEIOT HIMPOKUHU CIIEKTP KJIMHUYECKUX IPOSIBICHUM, BKIIIOYAs] OPAKEHUSA KOKH,
CIIM3UCTHIX 000J0YEK U OPraHOB 3peHus, uTo aenaaetr HO 06beKToM HHTEHCUBHOTO
Hay4YHOT'O UCCIIENOBAHUS.

BaxubpiM  acriektoMm  maroreHeza H®  sBisiercs  pacciemoBaHue
MOJIEKYJIIPHBIX MEXaHU3MOB, KOTOPBIE CIIOCOOCTBYIOT 3JI0KAYECTBEHHOMY POCTY
OIyXOJIEH B HEPBHBIX TKAHIX. Y CTAHOBJIIEHO, YTO HEHpoGUOpoMUH (IPOIYKT reHa
NF1) ¢byHKUMOHHUpYET Kak Cylpeccop OMyXOJIeW, PEeryiupysl CUTHAJIbHbIE MYTH,
takue kKak Ras/MAPK. Hapymenuss B 3TOi cucremMe MOTYT TPUBECTH K
HEOTPAaHUICHHOMY KJIETOYHOMY JICJICHUIO U 00pa30BaHUIO HEHPOPUOpOM.

H® neMoHCTpUpyeT TE€HETHYECKYI0 BapHaOENbHOCTh, YTO YCIOXHSIET
JIMArHOCTUKY U kiaccudukanuio. [Tomumo tunmmynabix myTtanuii B reHax NF1 u
NF2, BBIABISIOTCS Takke pa3HOOOpa3Hble T€HETHYECKHE M3MEHEHHs, TaKhe Kak
MO3aU4HOCTh U T€HETUYECKUE BAPUAHTBI C HEMOJIHOW ITEHETPAHTHOCTBIO.

I'eneTnueckne OCHOBBI:

1. HO-1

H®-1 — 310 reneTnyeckoe HapylieHue, 00yCIOBICHHOE MYTAlUsIMU B T€HE
NF1, pacnonoxxennom Ha 17-f xpomocome. I'en NF1 xommpyer Oenok
HEHpPOPUOPOMUH, KOTOPBIA SIBIAETCS CyIpPECCOpOM oIyxoieil. MyTtanuu B 3TOM
TeHe MPUBOJAT K (PYHKIIMOHAIBHON MOTepe HEMpoPpuOpOMHUHA U, CIETOBATEIBHO,
K HEOTPAaHUYEHHOMY POCTY OIyXOJIEH B HEPBHBIX TKAHSX.

H®-1 xapakrepnsyercsi MHOKECTBOM KIMHHYECKHX CHMITOMOB, BKJIHOYAs
kKade-o0-1e MiITHA, HEUpohUOpOMBI, omyxoau OnTudeckoro HepBa (TJIMOMBI),
apTepHOBEHO3HbIE MajbpopMaruu u aepmaropudpomsl. [lopaskeHne BHYTpEeHHHX
OpPraHoOB, TAKMX KaK CEPALE U KOCTHAs TKAaHb, TAKXKE SIBIIIFOTCS YACTBHIMH.

H®-1, nmoMuMO KJIacCMYECKMX CHUMIITOMOB, MOET THPOSBIATHCS B
pa3IMYHBIX BAapUAHTAX, TAaKUX KaK IICEBIAPTEPUUT, UYTO IOAYEPKUBAECT
KJIINHUYECKYIO T€TEPOTeHHOCTh CUHAPOMA.

2. HD-2
H®-2, ¢ npyrou ctopoHsl, cBsi3ad ¢ Mytauusamu B rene NF2, Haxonmsmemcs
Ha 22-i1 XpoMocoMe. DTOT T'e€H KOAUPYET OEOK MEPJIMH, KOTOPBIA pEeryiaupyer



poct u gudpdepeHumannro kierok. Myrtauun B NF2  compoBoxaarorcs
(bopMHpOBaHHUEM ONYXO0JIEH B HEHTPAIILHOM HEPBHOM CUCTEME, BKIIIOUAs CITyXOBbBIE
HEPBBI U CIIMHHOU MO3T.

B cnygae H®-2, akneHT aemaercss Ha MOpaKeHUH BECTHOYISIPHOTO HEPBA,
MPUBOJAILIETO K IOTEpE CiayXa. MHOKECTBEHHBIE MEHWHTMOMBI, CETYATOYHBIC
[JIMOMBl M JAPYTHE€ OIYXOJHM LIEHTPAJIBHOW HEPBHOW CHCTEMBI JONOJIHSIOT
KJIINHUYECKYIO KapTUHY.

H®-2, B cBOWw ouepeap, YacTO COIMNPOBOXKIAETCA OWiIaTepaibHbIMU
CEHCOHEBPAIbHBIMU IBAaHHOMAaMH, IIPEACTABIIASL CJII0KHOCTH JUISL
mupepeHInanbHOM  IUATHOCTUKA € JAPYTMMHU HapyLIEHUSIMA LEHTPaJIbHOU
HEPBHOM CHUCTEMBI.

Jnarnoctuka u Jleuenue

Juarnoctuka  H®  BxirowaeT  KIMHUYECKHE,  TEHETUYECKUE U
HEUPOUMHJKEBBIE METOJABI. ['€HETHYECKOE TECTHUPOBAHUE SIBISAETCS KIFOYEBBIM
JUISL TOATBEPKACHUS JUAarH03a U ONPEAEICHUS PUCKA HACIEAOBAHNS.

Jleuenne H@® OpHUEHTHPOBAHO HA CUMIITOMAaTHYECKOE YIIPABICHHE U
BKJIIOYAeT B c€0s XHUPYypruyeckhe BMEUIATENIbCTBA, XMUMHOTEPAIUIO, a TaKKe
CTpaTEerul MOHUTOPWHIA JUIS BBIABICHUS M PAHHETO BMEIIATEIBCTBA B Pa3BUTHE
OIyXOJIEH.

CoBpemeHHbIe HcclieoBaHusi B obsactu Tepanuu HO ¢oxkycupyrores Ha
TapreTUPOBAHHBIX METO/AaX, TaKUX KAaK MHIUOUTOpPHl CHUTHAJBHBIX IYTEW,
Hanpumep, nHruouTopsl MEK, ¢ 1ienpio MmoxynupoBanust OMOJIOTHYECKUX OTBETOB
Y 3aMEIJICHUSI POCTa OITyXOJIEH.

['eneTnueckas Tepamnus, TAK)KE HAXOAUTCSA B LEHTPE BHUMAHUsS, CTPEMSICH
KOPPEKTUPOBATh JACPEKTUBHBIE TEHBI, MOAKPEIUISii TeM caMbiM 3(()EKTHBHOCTH
CyIIPECCOPHBIX MEXAHU3MOB OITyXOJIEH.

He#ipopubpomaTo3  mpencraBiser  co00il  CIIOKHOE  T€HETHYECKOE
HapylIeHHe, KOTOpoe TpeOyeT MHTETPUPOBAHHOTO TMOAXOAA /I TOJHOTO
IIOHUMAHMUSI €r0 TEHETUYECKUX W MOJICKYJSIPHBIX MEXAHU3MOB, a TaKXKE JUIA
3 (})EKTUBHOTO  yNpABICHHUS  KIMHUYECKUMU mposiBieHussMu. [locnennue
UCCJIEIOBAHMS B 3TOW 00JIACTU HE TOJIBKO paclupsitoT Hame nonumanue HP, Ho
TaK)K€ MPEIOCTaBISIOT OCHOBY JJIA Pa3paOOTKH HOBBIX METOJOB AUATHOCTUKHU U
JIEYEHUS 3TOTO PEAKOrO0 FEHETUYECKOIO0 CHHAPOMA.

1.2. Cemeiinblid aIeHOMATO3 MOJIMII03a TOJICTON KUIIKH (FAP)

Cemeiinbiii ameHomaro3 mojumno3a tosncrod kumku (FAP) mpencrasnser
co0oi peakoe HACJICICTBEHHOE 3a0o0seBaHue, XapaKTepU3yroIIeecs
dbopMHpOBaHUEM MHOXECTBEHHBIX IOJMIOB B TOJCTOW KHIIKE M MPUBOJSIICE K



BBICOKOMY PHUCKY Pa3BUTHS 3JIOKAYECTBEHHBIX OIyXOJIEH B ATOM OpraHe. JTOT
cuaapoM obyciorieH mytanusamu B TeHe APC (Adenomatous Polyposis Coli), ato
SBIIICTCSI  KJIIOYEBBIM  IIarOM B PAa3BUTHHM  TOJUIIOB W  TOCJCAYIOMIEH
Tpanchopmanyi B pak. B maHHOM 0030pe MBI pacCMOTPUM TECHETHYECKHE W
KIMHUYeCKne acnektel FAP, a Takke Tekymme MOAXoAbl K JTHATHOCTHUKE H
JICYCHHIO ITOTO HACIEICTBEHHOTO CHHIPOMA.

I'enetnka FAP:

FAP o0ObuHO 00yCIIOBICH TepeauTapHbIMH MyTanusmu B reHe APC
(adenomatous polyposis coli), pacmnonokeHHOM Ha 5-i xpoMocome. DTOT TI'eH
UTPaET KJIFOYEBYIO POJIh B PETYIISAIINH KJICTOYHOTO IMKJIA U alloTo3a.

Mytannu B rene APC urparor pemaromtyto pois B passutuu FAP. 310t ren
00bIYHO  (QYHKIIMOHHUPYET KaKk TyMOPCYIIPECCOp, KOHTPOJIUPYS pPOCT U
mupdepennmanmio kinetok. Mytanuu B APC npuBOAST K MOTEpe HOPMaIbHOU
(GYHKIIUM TE€Ha, 4TO CTHUMYJIHpPYeT (OPMHUPOBAHHE aJE€HOM B TOJICTOM KHIIIKE,
KOTOPBIE, €CIIA HE YAAIEHBI, MOTYT IPOTPECCUPOBATH K KOJOPEKTATBHOMY PAKY.

FAP ACMOHCTPUPYCT I'CHCTHYCCKYIO HCOOAHOPOAHOCTb, U XOTA MYTAallUHU B
APC sBIsI10TCSI OCHOBHBIM MCXaHHU3MOM, CYHICCTBYIOT PA3JIMYHBIC MYTAallHOHHBLIC
BapHAaHTbI, KOTOPBIC MOI'YT BAPbHUPOBATH B CBOCH MAaTOI€HHOCTH U KJIMHMYECKOM
IIPOABJIICHUH.

Kimnanueckas Kaprtuna FAP:
1. Konopexransubie [Tomumns

XapaKTepHBIMI/I IIpU3HAKaMH FAP SABJIOTCA MHOXKCCTBCHHBIC
aICHOMATO3HbIC ITOJIMIIBI B TOJICTOU KHMIIIKC, Ha4YWMHasA C ACTCTBA HWJIKM MOJOAOI'O
BO3pacTa. HCCMOTpSI Ha HX I[O6p0K&‘-I€CTB€HHBIﬁ XapakTep, 0e3 CBOCBPCMCHHOTI'O
YOAJIICHHUA, 9TH ITOJIUIIBI MOI'YT 3BOJIIONMOHUPOBATH B KOHOpCKTaHBHBIﬁ pakK.

2. DKcTpakonopekTanbHble [IposiBneHns

FAP Taxxe MOXET MPOSBIATHCA SKCTPAKOIOPEKTATBHBIMH OIyXOJISIMHU,
TaKUMH KaK JECMOUIHBIE OITyXOJM, TYMODPBI B CPEIHEU JIMHUU KUBOTA, KACTHI U
JaXKe paK JKelyJKa U IPYTrux OpraHoB.

Crpareruu neyeHus:
1. Xupypruueckoe BMEMIATENBCTBO

OcHoBHO#1 MeTon neuenus FAP — xupypruueckoe ynajneHue TOJICTOU
KHILKH, YTO CYIIECTBEHHO CHW)XAET PUCK Pa3BUTHs KOJOPEKTAIBHOIO paka. JrTa
IpoLeaypa, OJHAKO, CONpsKEHa C (U3HMYECKUMU M [ICHXOJIOTMYECKUMU
MOCJIEICTBUSMH.



2. MOHUTOPHHT 1 OIIEPATUBHOE BMEIIATEIBCTBO

Per YJISIpHBIP'I MOHHUTOPHUHI' C IIOMOIIBIO KOJOHOCKOIIMHN U MCI[HHHHCKOﬁ
O6CJIC,Z[OBaHI/ISI IIOMOT'AaCT BBIABIIATH U YAAIATH HOBOO6pa3OBaHI/ISI B TOJICTOM KHIIIKC,
npcaorBpamasd IIporpCCCUPOBaAHUC ITOJINIIOB 1 BO3MOKHOC pa3BUTHUC paKa.

3. 'ereTnueckoe KOHCYJIbTUPOBAHNC U TCCTUPOBAHUC

['eHeTyecKoe KOHCYJBTHPOBAHUE MIPAECT KIKOYEBYIO pOJb B pPaHHEM
BBIIBJICHUM pHCKAa Yy TMOTEHIUAIbHBIX HOcurened Myraunn B reHe APC,
oOecrieunBasi BO3MOXXHOCTb TPHUHATHSA WH(GOPMUPOBAHHBIX  PEIICHUH  TIO
pOoUIAKTHIECKIM MEpam.

I[I/IaI‘HOCTI/IKa FAP BKJIIOYaeT T€HETUYECKOE TCCTUPOBAHHUC OJIA BbLIABJICHHA
MYTaI_II/Iﬁ B reae APC. TCCTI/IpOBaHI/IC IIPOBOJUTCA KaK IJIA 3aTPOHYTHIX YJICHOB
CEMbHU, TaK U JJIA TCX, KTO HAXOJIUTCSA B I'PYIIIIC PHUCKA.

4. KosoHOCKOIIHMS U PCKTOCUTMOHNIOCKOIINA

Kononockonus u PEKTOCUTMOUJOCKOIINA OCTAOTCS OCHOBHBIMHU MCTOAAMH
AJIs1 CKPMHUMHTA 1 MOHUTOPHHI'A ITOJIMIIOB B TOJICTOM KHUIIKE. P CTYJIPHOC YAAJICHHUC
ITOJIMIIOB BAXXHO OJIs HpO(l)I/IJ'IaKTI/IKI/I paka.

OddexTuBHbIE METOABI MPOPWIAKTUKM W CKPUHHUHTA JJIS CEMEWHOIo
aJIeHOMaTo3a nosuno3a Tojactoi kumku (FAP):

[IpodunakTuka U CKPUHUHT UTPAIOT KPUTUYECKYIO POJb B YIPABJICHHUU
CemMeifHBIM aJiecHOMATO30M Monumno3a Tojacto kumku (FAP), HanpaBneHHble Ha
paHHEE BBIABJICHUE, YJAJCHUE NPEAPAKOBBIX H3MEHEHHN W CHUKEHHE pPHUCKA
Pa3BUTHS KOJIOPEKTATBLHOTO paka. D) PeKTUBHBIC METO/Ibl BKIIIOYAIOT B CEOsI:

1. PerynsipHast KOTOHOCKOMUS

PerynsipHble KOJIOHOCKONIMM HAyuMHasg C PaHHETO BO3pacTa SBISIOTCS
KJIFOUEBBIM 3JIEMEHTOM CKpUHUHTa FAP. OTOT MeTO1 MO3BOJISIET BU3YyaIu3UpPOBAaTh,
OIICHUTh W YAQIATH TOJUIIBI, MUHUMU3UPYS PUCK UX TpaHCPopMaluh B pax.
YTO4YHEHHbIE TEXHUKH KOJIOHOCKOIUHU, TAaKHE€ KaK XPOMOCKOMUS, CIIOCOOCTBYIOT
00Jiee TOYHOMY BBISIBIICHUIO J1a)KE MEIKUX U3MEHECHUM.

2. BI/IOMapKepr N I'CHCTHYCCKHC TCCTHI

PasButne OwmomapkepoB, crnerubuyabix i FAP, moxker o001erdurth
CKpUHUHT W Tmpodmiaaktuky. HWccneqoBanusi HampaBlieHbl Ha BBISBICHUC
MOJIEKYJISIDHBIX ~ MApKEpOB, YKa3blBAIOIIUX HA HAIMYUE TOJUMNOB WU
FEHETUYECKUX MYTalMi, YTO MOXKET YIPOCTUTh U YCKOPUTH MPOLECC TUATHOCTUKH.

3. PaHHee reHeTHUYECKOE TCCTUPOBAHHC



['eHeTnyeckoe TECTUPOBAHME, TPOBOJUMOE B PAHHEM BO3PACTE, MO3BOJIAET
BBISIBUTH MyTalluu B reHe APC 1 HauaTh MOHUTOPHUHT MMALIMEHTA HA MPEAMET pOCTa
HOJUIOB. JTO oOecrneyrBaeT BO3MOXKHOCTb 0o0Jiee paHHEro BMeENIATeNbCTBA U
YIPABJICHHS PUCKOM pakKa.

4. MaruuTHO-pe30HaHCHast KoJorpadus

HewnnBa3uBHbIC MCTOAbI, TAKHUC KaK MAI'HUTHO-PC30HAHCHAas KOJIOFpa(bI/I}I
(MRC), NpCACTABIIAIOTCA IICPCIICKTHUBHBIMU B KAUCCTBC HOHOHHHTCHBHOﬁ TCXHUKH
CKpHUHHHTIA. OHHU TO3BOJISIOT CO34aTb ACTAJIBHBIC I/1306pa}KCHI/IH TOJICTOM KHIIIKHU
0e3 UCIO0JIb30BaHUS MHBA3UBHBIX nmpoucayp.

5. CucTeMHBI MOHUTOPUHT YKCTPAKOJIOHUYECKUX MPOSIBICHUN

YuurteiBas 9KCTPAKOJIOHHUYCCKHUC IIPOABIICHHA FAP, BKJIIO49asa ACCMOUAHBIC
OIIYXOJIM W AYOJACHAJIBHBIC IIOJIUIIBI, CUCTEMHBIN MOHHUTOPHUHI W PCTYJIAPHBIC
O6CJIC,Z[OB21HI/IH APYIrux OpraHoB, TaKHX KakK IIYOIIGHaJIBHBIP'I OTACI JKCIIYOKa H
MATKHC TKaHH, ABISAIOTCA Ba)XHOM YaCTbIO HpO(bI/IJIaKTI/I‘-IGCKOF 0 yXoJa.

6. UnuBuyanbHbie MPOPUITAKTUIECKUE CTPaTeTuu

Pa3paboTka MHAWBUYaIbHBIX CTpATErWii MPO(HUIAKTUKA OCHOBBIBACTCS Ha
TEHETUYECKUX U KIMHUYECKUX OCOOCHHOCTSX KaKJIOT0 NAallMEHTa. JTO BKIIIOYAET B
ce0s paHHee HayaJl0 CKPUHUHTA, ONPEEICHUE YacCTOThl KOJOHOCKONUN U
IIPUMEHEHUE JOMOJHUTEIBHBIX METO0B HA OCHOBE PUCKA.

OddexTuBHbie MeTOABI NPOPUIAKTUKM U CKpuHUHTA mia CeMeilHoro
aZIeHOMAaT03a MOJIUIO3a TOJICTOM KHILIKU CTPEMSTCS K PAHHEMY BBISBICHUIO U
VOPABJICHUIO TPEAPAKOBbIMU  H3MeHeHusMH. HWHTerpamuss pa3zHooOpa3HbIX
METOJOB, HaYMHasl OT PEryJISIPHBIX KOJOHOCKOIIUW /10 T€HETUYECKUX TECTOB U
WHHOBAIIMOHHBIX ~HEMHBAa3UBHBIX METOJOB, WrpaeT KIUYEBYKD pOJb B
MpPEAOTBPAIIEHUN KOJOPEKTAIBHOIO paka y nanueHToB ¢ FAP.

IIepcniekTUBBI:

Cemelinbiii aneHomato3 mojiumno3a Toyuctor kumku (FAP) nmpencrasnsier
CEpPhE3HOE BBI3OB [JII MEAMIIMHBI, TEHETUKU U OHKOJIOTHH, HO COBPEMEHHBIC
WCCJICIOBAHMS OTKPBIBAIOT MEPCIEKTHBBI I O0see 3(PGhEeKTHBHOTO YIpaBICHUS
STUM HACJIEICTBEHHBIM CHH]IPOMOM.

I/ICCJIGIIOBEIHI/I}I B oOimactu FAP B HaCTOAIICC BPCMA aKICHTUPYIOT BHUMAHHUC
Ha IIOHMCKC HOBBIX MCTOIOB TCpAIIMH, BKJIIOYAaA TaprCcTHPOBAHHBIC IIPCIIAPATHI,
YTOOBI INpCIJIOKHUTD Ooiee B(b(bCKTI/IBHBIC N MCHCC HMHBA3WBHLIC CTPATCTHUHU
JICUCHMU:.

1. Tepanust TapreTHpOBaHHBIMHU TMpeETNapaTaMu



CoBpeMeHHbIE UCCIEA0BaHUS HAMPABJICHBI HAa MOUCK TEpanuu, OCHOBAHHOM
Ha TApreTUPOBAaHHBIX Mpernaparax. WHruOUTOpPHl CUTHAIBHBIX MYyTEH, TaKue Kak
UHTHOUTOPBI Wnt-CHUTHATU3AIMK, MOTYT MPEIOCTABUTh HOBBIE BO3MOXXHOCTH JIJIS
KOHTpPOJISI POCTa TMOJIMIIOB W TNPEAOTBPAIICHUS KOJOPEKTAIBHOTO paka y
rmanueHToB ¢ FAP.

2. UmMyHOTEpanus

NMmyHoTepanusi, KoTopasi JoOUIach 3HAYUTEIBHBIX YCIEXOB B JICUCHHUH
HEKOTOPBIX BHUJOB paka, pacCMaTpUBAETCi KaK NEPCHEKTUBHBIA MOAXOA K
neuyennio FAP. AxTuBaiuss UMMYHHOM CUCTEMBI JJII YHUUTOXKEHUS MPEIPAKOBbIX
KJIETOK MOKET MPEeA0CTaBUTh 3PHEKTUBHBIC CTPATETHH MPOPUITAKTUKH.

3. MonekynspHO-IeIeHAIIPABICHHAS TEPANus

JlanpHEWIINe UCCIIEIOBAHUS MOJIEKYJISIPHBIX OCHOB FAP MoryTt npuBecTu k
pazpabotke Oosnee 3PGhEeKTUBHBIX METOAOB JedeHus. Pa3zpaboTka mpernapaTos,
[[eJICHANPABICHHBIX HA KOHKPETHBIC MOJEKYJISIPHbIE MUIICHH BHYTPHU KIIETOK
MOJIUIIOB, MOXKET 00ecrieunTh 00siee TOUHBIN U 3G(HEKTUBHBIN MOIX0/] K TEparuu.

4. I'eHeTHUECKHE TEXHOJIOTHUU

Pa3BuTne TeHETMYECKUX TEXHOJNOTMHM, TAaKMX KaK KIIACTEPU3UPOBAHHBIC
peryJisipHO HHTepcnepcupoBaHHbie KopoTkue mnoBTopbl (CRISPR), mo3BossieT
pENaKTUPOBAaTh TEHOM, B TOM unciie U reH APC. DT0O OTKpBIBAE€T NEPCIEKTUBBI IS
KOPPEKIIMY T€HETUYECKUX Ae(DEKTOB, Jexkaliux B ocHoBe FAP.

5. DddekTruBHBIE METOBI MPOPUITAKTUKH U CKPUHUHTA

PazButue 6onee 3(hPeKTUBHBIX METOAOB MPOPUIAKTUKA U CKPUHUHTA IS
paHHETrO BBISBJICHUS U YJAJCHUS TOJIUIOB SIBJIAETCS KIFOUEBBIM HAIpPaBICHUEM
UCCIICOBAHUN.  YIy4dllICHUE METOJOB KOJIOHOCKONHWHM, BBEICHHE HOBBIX
OMoOMapkepoB U pa3pabOTKa HEWHBA3UBHBIX METOJOB CKPUHMHTA MOTYT
3HAYUTETHLHO MOBBICUTH A(D(PEKTUBHOCTH MPOPHIAKTUIECKUX MEP.

ITepcnektuBbl miist CeMEMHOTO aJeHOMATO3a IMOJUI03a TOJCTOW KHILKH
CBSI3aHbI C PA3BUTHEM HOBBIX TEXHOJOTUM M CTpATETHi, HAIIPaBJICHHBIX Ha OoJiee
TOUHYI0, 3((EKTUBHYI0O W TIEPCOHATU3MPOBAHHYIO Tepamuio. VcciemoBanus B
ATUX O00JIACTSAX MOTYT 3HAYHMTEIHbHO YJIyUYIIUTh TPOTHO3 M KadeCTBO >KU3HU
MaIMeHToB, cTpanarmmux FAP, m B KOHEYHOM HTOre MPHUBECTH K pa3paboTKe
3 PEeKTUBHBIX METOJOB MNPEAYNPEKICHUS MU JICUYEHUS] ITOrO0 HACJIEACTBEHHOIO
CHHJpPOMA.

CeMmelHBbIi aZICHOMATO3 I10JIMIIO3a TOJICTOM KUIIIKHU INpCaACTAaBIIACT CCPBE3HOC
MCAHUKO-I'CHCTHYCCKOC BBI3OBBI, Tpe6y}omee KOMIIJIICKCHOI'O moaxoaga B
AUAarHOCTHKC, JICUCHHUU U HpO(bHHaKTHKC. COBpGMGHHBIC TCXHOJIOTHH U FHY6OKI/IC



UCCIIEOBAaHMsI B OOJACTM TE€HETUKH M MOJEKYJSIPHOW OHOJIOTMH CO3JaI0T
BO3MOYKHOCTH JJIsl pa3paOOTKU MEPCOHATU3UPOBAHHBIX CTPATETUN YIpaBIEHUS
FAP ¢ nenbto MUHMMHA3a0UK PUCKA PA3BUTHS PaKa M NOBBIIICHUS KAYECTBA )KU3HU
IallHEHTOB.

1.3. Cunapom I'opiiuHa (HacJieICTBEHHbIN 0232J1bHOKJIETOUYHbIH KAPUUHOMA)

Cunapom  T'opnamHa, Takke  u3BeCTHbIM  kak  HacnencTBeHHbIN
bazansHoknerounsiii Kapuunoma (NBCCS), npencraBisier co0oil yHUKaNIbHOE
TEHETUYECKOE HApYIICHUE, KOTOPOE MOPAKAET PA3IUYHBIE CUCTEMbI OpraHU3Ma,
IIPU 3TOM OCHOBHBIM IMPOSIBJICHUEM SBJISIETCS (DOPMUPOBaHKE 0a3aTbHOKIETOYHBIX
KapIIMHOM B KOK€. DTOT CHHIPOM ObLI BIIEPBBIE MOIPOOHO OMHUCAH (PPAHITY3CKUM
reHetukoM PobGeptom ['opmuaoMm B 1960-x rogax. Cunapom ["opiauHa npuBiekaer
BHUMAaHHE HAYyYHOT'O COOOIIECTBA CBOEH YHHKAJIbHOM T'€HETHUYECKOW OCHOBOW U
MHOECTBOM KJIIMHUYECKUX MPOSIBICHUMN, MPEICTABIISS CIOKHOCTA B TUATHOCTHKE
U JICUCHUU.

B ocnoBe cunnpoma nexur mytarusi B rene PTCHI1 (matuen-1), kioueBom
perynsarope curHanpbHoro mnytu Sonic Hedgehog (SHH). 3to nHapymienue
OPUBOJUT K JIe30praHU3alldd  KJIETOYHOro JiejeHuss u auddepeHnuanuu,
CYIIIHOCTHBIMU MPOLECCaMH, OTBETCTBEHHBIMU 3a dbopmupoBaHue
0a3aIbHOKJIETOYHBIX KapIIUHOM.

Knranueckas kapTuHa CHHIPOMA BKITFOUAET B CeOsl HE TOJIBKO XapaKTepHBIC
0a3aJbHOKJIETOYHBIE KapIIMHOMBI, HO U Pa3HOOOpa3HbIE CUMIITOMBI, TaKUE Kak
KOCTHBIC aHOMAaJIMH, AMUJEPMaIbHbIE KUCTHl U MU3MEHEHUS MUTMEHTALMU KOXKU.
CnoXHOCTh JMArHOCTUKU 3aKJII0YaeTCsl B IMIMPOKOM CIEKTPE MPOSBICHUH,
KOTOpPbhIE MOTYT BapbUPOBAThCA B 3aBUCUMOCTH OT T€HETHYECKUX BAapUAHTOB U
WHIMBUIYaJIbHBIX OCOOCHHOCTEH MaIueHTa.

HGCMOTp}I Ha TO YTO CHHAPOM FoanHa PCOOK, €TI0 U3YUCHUC IIPCACTABIIACT
HHTCPCC OJI1 MCOAUITMHCKOI'O COO6HICCTB21, IIOCKOJIBKY ITOHMMAHHNC I'CHCTHYCCKHUX U
MOJICKYJIAPHBIX MCXAHHU3MOB O3TOI'0O CHHAPOMA MOZKCT IIPUBCCTH K pa3pa60TKe
Ooiee B(b(bCKTI/IBHBIX MCTOJOB OHMArHOCTHKH, HpO(bHHaKTHKH U JieueHus. B
JaHHOM o630pe PaCcCMOTpUM TI'CHCTHYCCKYIO OCHOBY CHHApPOMA, KIMHHYCCKHC
IPOABJICHUA WM TCKYHIHMC HAIIPABJIICHHA HCCHGHOB&HHﬁ, HaIlpaBJICHHBIX Ha Ooiee
FHY6OKO€ IIOHMMAaHHNC N 60pb6y C OTUM YHHUKAJIbHBIM I'CHCTHYCCKHUM HAPYIIICHHUCM.

Cungpom  T'opnauna, wunu  HacnenctBeHHbI  ba3anbHOKIETOYHBIN
Kapuunoma  (NBCCS), mposiBisieTcss  pa3HOOOpa3HBIMM  KJIMHUYECKUMU
MpU3HAKaMM, OXBATHIBAIOIIMMHU pa3JIMUYHbIE CUCTEMBl OpraHu3ma. BaxHo



OTMCTUTb, YTO XapaKTCp MW CTCICHb BBIPAXKCHHOCTH CHUMIITOMOB MOI'YT
CYICCTBCHHO BAapbHUPOBATHh Y PA3HbIX ITAIIMCHTOB. BoTt kmrodeBble KIMHUYECKHE
IIPOSBJIICHUS 3TOI'0 CMHAPOMaA.:

1. bazansuokneTounsie Kapiimnomsl (BKK)

Opnnum u3 Hanbosee XapakTepHbIX MPU3HAKOB CUHIpoMa ['opiuHa sBiseTcs
MOBBIIICHHAS TTPEAPACIIONIOKEHHOCTh K PA3BUTHUIO 0a3aJIbHOKIIETOYHBIX KapIIMHOM
(BKK). Ot omyxoiu, 4acTo BO3HUKAIOIIKUE B 00JIACTH JIUIIA, IIIEU U CIIUHBI, MOTYT
ObITh MHOKECTBEHHBIMH M BBI3bIBATh 3HAYWTEIBHBIE WU3MEHEHHUS BHEIIHOCTH
MaIueHTa.

2. Koctablie lepopmannu u Kuctel B UenrocTsix

HaI_[I/ICHTBI ¢ CHHAPOMOM FoanHa IMOABCPKCHBI KOCTHBIM aHOMAJIUAM,
TaKUM KakKk KHCThl B YEIIOCTIX. JTO MOXET IIPOABIIATBECA B BHIAC HEOOBIYHBIX
I[C(bOpMaI_[I/Iﬁ JIMIQa, a TaK¥KC ITOBBIIICHHOI'O pHUCKa IICPCIIOMOB.

3. Onuaepmanbabie Kuctel u U3menenus [Turmentannu

OnuaepMaibHble KHCTBI, OOpasyloliuecss H3 KIETOK JIHUIAEpPMHCA, U
U3MEHEHUS] MUTMEHTAIMN KOKHM TAKXKE THUIWYHBI JJI1 CUHIpPOMA. DTH MpPU3HAKU
MOTYT OBITh BUJUMBIMH B Pa3JMYHBIX YACTAX Tella M J0OABIATH CIOXXHOCTH B
JIMarHOCTHUKE.

4. Menynnspubie Kuctsl Mo3sra

HGKOTOpBIG ManucHTel C CHHAPOMOM FOpJ’II/IHa MOI'yT pa3BHBATb
MCAYJULIPHBIC KHCTBI MO3rd, 4YTO MOXKCET IIPHUBCCTU K HCBPOJIOTHUYCCKUM
CHUMIITOMAaM, TaKMM KaK I'OJIOBHBIC 6OJII/I, CYAOpPOIru U HApYHIICHUA 3PpCHUA.

5. Kuctel BayTpu- u Mexkocraoro IIpocrpancrsa

Ilomumo KuCT B YCIIOCTAX, CHHIPOM FOpJ’II/IHa MOIKCT COIIPOBOXKIAATLCA
(bOpMI/IpOBaHI/IGM KHUCT BHYTPH- 1 MC)KKOCTHOI'O ITPOCTPAHCTBA, YTO MOKCT BJIUATDH
Ha (bYHKI_II/IIO OpraHoOB U BBI3bIBATH I[I/ICKOM(bOpT.

6. Iloneepxxennocts Paky u PakoBsie Omyxonu

[TarmeHTh TakXke MOABEPKEHBI MOBBIIIEHHOMY PUCKY Pa3BUTHUS Pa3IMUYHBIX
BUJIOB paka, BKJIOYas HE TOJBKO 0a3albHOKJIETOYHBIA KapIMHOM, HO U JIPyTHE
BHUJIbI PAKA, TAKAE KAK PaK MOJIOYHOMU KEJIE€3bl, JJIETKOT0 U SMYHUKOB.

Ot MHOTI'OI'PAaHHBIC KIMHHUYCCKUC IIPOABJICHHA OCIIAI0OT CHHIAPOM FOpJ'II/IHa
CIIOKHBIM OOBEKTOM L AUArHOCTUKH W YIIPABJICHUA. B cBete COBPCMCHHBIX
HCCHCHOB&HHﬁ, HaITpaBJICHHBIX Ha Ooiee I‘JIY6OKO€ IIOHUMAHHUC MOJICKYJIIPHBIX
MCXaHHU3MOB J3TOro CHHApPOMA, pa3pa6aTLIBa10Tc;1 HMHHOBAIIMOHHBIC MCTO/bI



JTUATHOCTUKHU M TEPaIuy, CTpeMsCh oOecnieunTh Oosiee A(h(PEeKTUBHOE yIpaBlICHUE
ATUM F'€HETUYECKUM HApYIICHUEM.

Cunnpom Topnuna mnpencrtaBisieT coOOM  CIIOKHOE  T'€HETHYECKOE
HapylieHue, TpeoOyroliee KOMIUIEKCHOTO MOJX0Ja K JUArHOCTUKE U JICYEHHUIO.
OnpeneneHue HAIAYUAS CUHIPOMA U €ro KIMHUYECKHX MPOSBICHUN HWrpaeT
pemaronyro  poib B pa3paborke A(G(PEKTUBHBIX CTpaTEruil JICUCHUS U
PO UIAKTUKY OCIOKHEHUH.

Jlnarnocruka:

I'enetnueckoe TecTHpoBaHME: OCHOBHOM METOJ JUArHOCTUKH CHHAPOMA
['opnuHa 3aKJIF04aeTCs B TEHETHYECKOM TECTUPOBAHUU IS BBISBJIICHHS] MyTallli B
rese PTCHI. Dt0 TecTMpoBaHHE MOXKET MPOBOAUTHCS Kak y IIAllMEHTa C
KJINHUYECKUMH IPU3HAKAMH CUHAPOMA, TAK U Y WIECHOB €r0 CEMbU VISl BHIABICHUS
T€HETUYECKOTO PUCKA.

Knunnugeckoe O6CHCI[OB21HI/I€2 Bpad IIPOBOAUT TIIATCIIBHOC KIIMHHUYCCKOC
O6CHCI[OB21HI/I€, OOCHUBAs HAJINYHUC 0a3aIbHOKIIETOYHBIX KapOouHOM, KOCTHBIX
I[G(bOpM&I.[HfI, SIIUACPMAJIBHBIX KUCT U APYI'UX XaPAKTCPHBIX ITPHU3HAKOB.

HNucTpymeHTanbHbie MeTobI:

Pentrenorpadus m MarHuTHO-pe3oHaHcHass Tomorpadus (MPT) moryr
MCIOJIb30BAThCS ISl BU3yJIU3alMU KOCTHBIX aHOMAJIMM U KUCT.

I[GpMaTOCKOHI/IH 1 OHMOIICHS TTIOMOTaloT B AUAarHOCTHKC 0a3aJIbHOKIIETOYHBIX
KapOuHOM.

Jleuenue:

XUpypruueckoe BMEIIATENbCTBO: 0a3aIbHOKIETOYHBIE KApIIUHOMBI OOBIYHO
NOMJIEKAT XUPYPrUYECKOMy ynaneHuro. llenpro omepanuu sBISETCA IOJHOE
yIaJeHue OMyX0Ju C MUHUMU3AIHEeH KOCMETHIECKIX Je(PEKTOB.

queBaﬂ TCpaliu:A: queBaﬂ TCpalludg MOXKCT IIPUMCHATLHCA B ClIydasdX, KOI'la
XUPYPrudcCKoC BMCIIATCIIBCTBO 3aTPYAHCHO HJIM HCBO3MOXKHO. OHa MOXET OBITh
HCIIOJIB30BaHa JIsI KOHTPOJIA pOCTa OHYXOJICﬁ.

JlekapcTBEeHHOE JieueHHE: HcIoiab3oBaHue wuHruoOuropoB Hedgehog-
CUTHAJILHOTO ITyTH, TaKUX KaK BHUCMOJDKEHHO, MOXET ObITh 3((PEKTHUBHHIM B
JIeYCHUHU 0a3aIbHOKJICTOYHBIX KapIIMHOM Y TAIIMEHTOB ¢ CHHAPOMOM [ opiuHa.

PerynspHplii MOHHTOPHHI COCTOSIHUSI TMallM€HTa BKJIIOYaeT B cels
KIMHUYECKoe 00cieIoBaHue, MHCTPYMEHTAIbHBIC UCCIICIOBAHNS U T€HETHUECKUN
MOHUTOPHUHT JUIsl POACTBEHHHMKOB. JTO IIOMOTA€T BBIIBUTh HOBBIE OIYXOJIHM U
JIpYyTUe MPOSBICHUS CHHAPOMA B PAHHUX CTaUsAX.



VUUTBIBAsl BIUSHHUE CUHAPOMA Ha BHEIIHUA BUJ W 3MOLMOHAJIBHOE
COCTOSIHME TAlMEHTOB, IICHUXOJIOTHYECKasi MOJJEPKKA M KOHCYJIbTHUPOBAHUE
UTPAIOT BAXXHYIO POJIb B KX YXOJE.

I/ICCJIGIIOBEIHI/I}I W MHHOBAIIUH.

Yyactne B KIMHHAYECKUX  MCCIEAOBAaHUAX W HUCIOJIb30BaHUE
WHHOBAIIMOHHBIX METOJIOB, TAKWX KaK TapreTUPOBaHHBIC TEparuu, SBISIIOTCS
MEPCIEKTUBHBIMU HAMPABICHUSIMU TSI pa3paboTku 6osee 3 (HEKTUBHBIX METO/I0B
JICYEHUSL.

BcecTopoHHMIT M CHCTEMATUYECKUW TOAXOH K JUATHOCTUKE WU JICYECHUIO
curapoma ['opirHa HE TOJIBKO HANpPaBJICH HAa KOHTPOJb MPOSIBICHUN CHHAPOMA,
HO ¥ Ha MPEJAOTBPALICHUE OCIOKHEHUN U YIIYyUIICHUE KAaUeCTBA )KU3HU MAIlUEHTOB.

CoBpeMeHHbIe uccnefoBaHusi B obOmactu cunapoma [opnuna (HBK)
CTpPEMSTCSl K pa3pabOTKe MHHOBAIIMOHHBIX MOJXOJOB B JIMArHOCTHKE, JICYCHUHU U
npouIIaKTUKE H3TOr0 TEHETHYecKoro HapymeHus. OCHOBHBIE TMEPCHEKTUBBI
UCCJIEIOBAHUM BKJIIOYAIOT B CEO0sI:

1. 'eneTnyeckue MApPKCPhI U TapIrCcTUPOBAHHBIC TCPAIIUH:

HccnenoBanus HanpaBieHbI HAa BBISBJICHUE HOBBIX M'€HETHYCCKHX MapKEpPOB,
CBSI3aHHBIX C CUHAPOMOM ['OpJIMHA, YTO MOXET YJIYUIIUTh TOYHOCTh JTUATHOCTUKU
U TpeACKa3aHue pHUCKAa Pa3BUTHS omnyxoJield. Pa3paboTka TapreTHpOBaHHBIX
Tepanuii, OCHOBAHHBIX Ha MOJICKYJISPHBIX XapaKTCPUCTUKAX OITyXOJCH, MOXKET
obecrmeunTs Oosiee A3G(HEKTUBHOE JICUEHHE.

2. HHHOBaI_[I/IOHHBIG JAUArHOCTHYCCKHUC MCTOIbI:

Pa3BuTHE HOBBIX METOJOB JUArHOCTHKH, TaKUX Kak oOpa3oBaTeibHBIC
TEXHOJIOTMHU, JEPMATOCKOIMS HOBOI'O ITOKOJICHUS M aHaJM3bl KPOBU HAa HAIIMYUE
TEHETUYECKUX MYTallUid, MO3BOJISIOT 00Jiee paHHEE BBISBICHUE CHUHIPOMA U €ro
IIPOSIBJICHUN.

3. MonekynspHas Tepanusi 1 utHTuouTops! hedgehog-myTu:

UccnenoBanusi  HameneHbl Ha  pa3paboTky  Oonee 3 PEKTUBHBIX
unruouropo Hedgehog-myTu, Takux Kak BHCMOJDKEHUO, U MOJICKYJISPHBIX
Tepanuii, crnenuUYHBIX JUIsi MYTHUPOBAHHBIX TE€HOB, YTOOBI MHHUMH3HPOBATH
1no004HbIC (D (PEKTHI U YIYUIIUTh PE3YIbTATHI ICUCHUSI.

4. I'enomHoOE PCOAaKTUPOBAHUC U CriSpI'-TGXHOJIOFI/II/II

[Iporpecc B TEHOMHOM peIaKTUPOBAaHWH, OCOOEHHO C TPUMEHEHUEM
texHosnornn CRISPR, oTkphIBaeT HOBbIE BO3MOKHOCTH KOPPEKIUU T€HETUYECKUX



MyTAalWW, JIEKAIUX B OCHOBE CUHAPOMA. DTO MOXKET MPEAOCTABUTH IEPCIIEKTHUBBI
JUTS TIPETIIM3UOHHON KOPPEKITUN TeHETHIECKHUX Ae(PEKTOB.

5. BI/IOMapKepBI N HCMHBA3UWBHBIC MCTOAbI MOHHUTOPHUHTIA:

PazpaboTka OunomapkepoB, cnenubUYHBIX s CUHApoMa [opiuHa, H
HEHMHBA3UBHBIX METOJIOB MOHHUTOPUHTA TO3BOJIAT 3PGEKTUBHO OTCICKHUBATH
JTUHAMUKY 3a00J1€BaHUs, YTO BaXKHO JIJIs PAHHETO BBISIBJICHUS U JICUCHUS.

6. [IcuxocounanbHbBIE UCCIIENOBAHUS U TOAIAEPHKKA!

I/ICCJIGIIOBEIHI/I}I 0 IICHUXOCOLHAJIbHOM BO3I[CﬁCTBHPI CHHIpOMa FoanHa Ha
IMIanmnMCHTOB N HX CCMBbH IIO3BOJIAIOT pa3pa6aTBIBaTb IIporpaMmbl IIOAACPKKU H
oOecrneynBaTh KOMIUICKCHBIH YXO0O, Y4YHUTBIBas HC TOJIBKO (bl/IBI/ILIGCKOC, HO H
IICUXOJOIN4YCCKOC 6nar0r10nqu/Ie.

I/ICCJIGIIOBEIHI/I}I B 00JlacTH CHHIpOMa FoanHa CTpCMATCA K CO3OaHHIO
IICPCOHAJIN3UPOBAHHBIX U B(b(bGKTI/IBHBIX MCTOOJOB JUArHoCTHKHM H JICUCHHIA, a
TaK)Ke K 00ECIICUCHHUIO J'Iy‘-IIH@ﬁ MMOOACPIKKH ITAllUCHTAM UM HUX CCMBbIM. HayLIHBIC
OTKPBITHUA M HMHHOBAIIMOHHBIC TCXHOJIOTHH B 9TOH 001acTH MOI'YT 3HAUUTCIIbHO
YIYUIIUTb IIPOTHO3 MU KAa4YCCTBO IJKHU3HU J'IIOI[Cﬁ, CTpagaromux OT 3TOIo
TCHCTHYCCKOI'O CHHAPOMA.

Cungpom  l'opnmna, wnm  HacnmenctBeHHbli  ba3anbHOKIETOYHBIN
Kapnimaoma (NBCCS), mnpencraBiser co00l KOMIIEKCHOE TEHETHUYECKOE
HapylLIeHUE, COMPOBOXK/IAIOIIIEECS Pa3HOOOpa3HBIMH KIIMHUYECKUMU
MPOSIBJICHUSIMU U TIOBBIIIIEHHBIM PUCKOM pa3BUTHS OIyxoJield. B mpouecce 3Toro
0030pa MBI PaccCMOTPENH OCHOBHBIE AaCIEKTHl 3TOTO CHHIPOMA, BKIIOYAs €ro
TEHETUYECKYI0 OCHOBY, KJIMHUYECKHE TMPOSBJICHUS, METOAbl JTUATHOCTUKU W
COBPEMEHHBIE MEPCTICKTUBBI UCCIICIOBAHUH.

CrexkTp KIMHUYECKUX CHMITOMOB, BKIIIOUYAIOMNUA 0a3aibHOKICTOYHBIC
KapIIMHOMBI, KOCTHbIE aHOMAJIUU, AIUACPMAIIbHBIE KUCThl U JIPyTUe MPOSBICHUS,
JenaeT CUHIpOM ['opauHa NpeaMeToM Cepbe3HOr0 BHUMAHUS JJISl MEIULIMHCKOTO
cooOmiecTBa. ['aBHOW 1eNbl0 HccaeAOBaHUM B oOnacTu cuHapoMa [opiuHa
ABIIIETCS co3laHue Oosiee d(PPEKTUBHBIX METOJOB JIMATHOCTUKU W JICUCHHUS, a
TaK)Ke MPEJOCTABIICHUE MAIlMEeHTaM WHANBUIYATU3UPOBAHHBIX M KOMIUIEKCHBIX
IIOJIXOJIOB.

CoBpeMeHHbIE  JIOCTHDKEHHMSI B OOJIACTH  T€HOMHBIX  TEXHOJIOTHH,
MOJICKYJISIPHON MEIUIIMHBI U TePaIlUi OTKPBHIBAIOT HOBBIE MEPCIICKTUBBI 1JI OoJiee
TOYHOM JMArHOCTUKH, IPEACKa3aHUs PUCKA Pa3BUTHUS OIMyXoJied U pa3pabOTKH
LICJICHANPABIICHHBIX METOJOB J€ueHUA. IHHOBAIIMOHHBIE TEXHOJIOTMU, TAKHE KAK
CRISPR-reHOMHO€ peIakTUpOBaHWE, IMOJHUMAIOT BOMPOC O BO3MOXKHOCTU



KOPPEKIIUN TeHETHYECKHUX e(DEeKTOB, YTO MOXKET CTaTh MEPEIOMHBIM MOMEHTOM B
O6opb0e C 3TUM TeHETUYECKUM CHHIIPOMOM.

KaroyeBeIM 351EMEHTOM 3a00THI O MmanucHrax ¢ CHHAPOMOM FOpJ’II/IHa
OCTacTCiA HC TOJIBKO MCI[I/II_II/IHCKI/Iﬁ ACIICKT, HO M IICHUXOCOLHAJbHAA ITOAACPIKKA,
KOTOpasd Uurpact Ba)XHYIO POJIb B ITOBBINICHHUH Ka4CCTBaA KU3HHU. [Torumanue >THUX
ACIICKTOB CHHAPOMA MW HHTCTpallrd HOBBIX HAY4YHBIX OTKpBITI/Iﬁ B IIPAKTHUKY
MCIUIMHCKOI'O X014 ABJIAIOTCA CTPCMIICHUCM UCCIICIOBATCIBCKOI'O COO6IHCCTB3.

CI/IHI[pOM FOpJ’II/IHa IpoaoJKAaCcT OCTAaBaTbCA IIPCAMCTOM BHHUMAHUA OJIA
YUCHBIX, Bpaqeﬁ N IMaOUCHTOB, M COBPCMCHHBIC HCCIICOIOBAHUSA IIPU3BAHbLI HC
TOJIBKO pPAaCHIMPHUTh HAIIC ITOHHMMAHHNC 3TOI'0 I'CHCTHUYCCKOI'O HAPYHICHHUA, HO H
YIIYUIIUTD ICPCIICKTUBLI €0 AUATI'HOCTUKH, JICUCHUA U IIOAACPKKH ITAIMCHTOB.
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