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Pa6boTa B KOMaHfe: U3BMEHEeHUA B Pa3BUTUA
roJlIOBHOIrO Mo3ra o3Ha4aroT, 4HTO HEKOTOpPbIEe
ero obnacTtu MOTYT OTCTaBaTb B Pa3BUTUN

YyeHble UCMOoNb3YyIOT TKaHU YenoBevyecKoro niaoaa ajia usyyeHusi passuTuUA rolIoBHOro
mos3ra npu bI'. Ho 4To 03HavyalT 3T U3MEHEHUS B pa3BUTUN, €CJZIU CUMITOMbI NOABNAIOTCA
NULLb CNYCTA AECATUIETUA NOCE POXAEHNA?

f D
E !, My6nukaunsa Dr Sarah Hernandez 10 sHBapsa 2022

Mop pepakuyuen Dr Jeff Carroll Mepesopg Dr Yury Seliverstov
NMepBoHa4yanbHO ony6sukoBaHo 17 aBrycta 2020

nuAHNe reHeTUYeCKOM aKcnaHcum reHa bl Ha pa3BuTUe roNoOBHOIO MO3ra siBNAeTCs

aKTyanbHOM TEMOW B nccnegoBaHUAX aToro 3abonesaHus. 'pynna

nuccnepgosartenen nog pykosoacTesomM goktopa CaHgpuH N'yméepT ns
PeHO6bCKOro MHCTUTYTa HENPOHaYK U3yuuna nnoaHble YyesnioBevyeckne TKaHU U nokasana,
YTO MYTaHTHbIN reH bIM BbI3bIBaeT O4YEHb paHHME N3MEHEHUA B NaTTepHaX paHHEro
pasBUTUA rosIOBHOro Mosra. Ho kakoe BnusiHne okasbiBaloT 3TU USMEHEHUSA B Pa3BUTUM Ha
camoMm gene? Jliroau, poauBLUNECHA C MYTaHTHbIM reHoM bI', HECOMHEHHO, MOSTHOLEHHO U
NA04O0TBOPHO XUBYT B TEYEHUE MHOIMMX NeT N faxe AecATUNeTun 0o NoaBieHus
CUMNTOMOB 3a60s5ieBaHuA, CBA3aHHbIX C FOJIOBHbIM MO3roM. [103TOMY, HECMOTPSA Ha TO, YTO
9TW pe3ynbTaTbl HE CBUOETENLCTBYHOT O HEMEeAJIEHHOM adpdeKTEe OT USMEHEHUN B PasBUTUN,
OHU TPEeBYIOT OCTOPOXXHOM NHTEprpeTaLun.

HeMHOro aToro, HeMHOro Toro

MpeXxpe 4eM Mbl HAYHEM, KPaTKO HAaNnOMHUM 3HaYE€HUA HEKOTOPbIX XXaproHHbIX BbipaXkeHUn,
KOTOpble Mbl YacTO UCMNosib3yeM. Mbl FOBOPUM O 601€3HN TeHTUHITOHA, HO 4YacTo
NUCNoNb3yeM CNOBO FeHTUHI TUH. BI" 0OTHOCKMTCA K caMOMy 3a60/1eBaHUIO, @ FTEHTUHI TUH — K
reHy un/unmn 6enky, Bbi3biBarow,emMy 60ne3Hb. YYeHble LyMatoT, YTO OHM YMHbIe, N peLmnnm
ONs KpeaTUBHOCTU faTb reHy/6enkKy Takoe He3aMbicnoBaToe Ha3BaHue. CKaXxute cnacubo,
YTO OHM He NOAOLUIN K 3TOMY Aely NOo-HAaCToALLEMY TBOPYECKN U HE Ha3Ba/N MeH Kak-
HUMByab Tuna “ex CoHuk” (aHrn. sonic hedgehog), “18-konecHas ¢ypa” (aHrn. 18 wheeler)
nnn “xenesHblt gposocek" (aHrn. tinman) (3T0 LENCTBUTENbHO Ha3BaHUA FEHOB).

M XoTa CNoBO “reHTUHITUH" OTHOCUTCA U K reHy, U K 6enky, Ha caMoM fene 3TO COBEPLLUEHHO
pasHble Bewu. [eH MOXXHO paccMaTpuBaTbh Kak peuenT — B HEM COLEPXKATCA NMUCbMEHHbIE
MHCTPYKLUN NO TOMY, YTO HEOOBXOAUMO NMPUroTOBUTb. A 6ESTOK — 3TO NMPOAYKT, €ro MOXHO
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npeacTaBUTb Kak NPOAYKT BbINOSIHEHUA pelenTa, Kak nupor. Takum o6pa30M, reH
reHTUHrTMHa — 3To peuent ana 6enKa reHTUHrTUHa, KOTOpbIN ABNSETCA NPOAYKTOM.

lpwu BI" cTpnatym passmBaeTcs No MHOMY rpaguky, Ho agpyrmne obnacTn roroBHOro Mosra
cosgaroT 6osiee rnpoyHble cBsi3n, YTObbI KOMMNEHCUPoBaTh 3TO. Hanpumep, ecsiv oguH U3
4Y/1eHOB KOMaHAbl OTK/IOHAETCSA OT Kypca, Apyrve 4yjeHbl KoOMaHAbl MoAXBaTbIBalOT €ro.

HecMOTpSA Ha TO, YTO FreH reHTUHrTUHa 6b11 OTKPLIT B 1993 rogy, Mbl J,0 CUX MOP MHOroro
He 3HaeM O pyHKUMK 6enka, obpa3yeMoro ¢ 3TOro reHa. 3To CBA3aHO C TEM, YTO Ha CaMOM
aene nccnegosaTtenn 06HapPYXXUMN Y FeHTUHITUHA MHOXKECTBO QYHKLUA — OH BbIMOJIHAET
HEMHOro TOro U HEMHOIO APYroro B KfleTKax BCero opraHMsmMa v Ha NpoTAXEeHUN BCen
XXU3HU. U XOTA HEKOTOpPbIE U3 3TUX QYHKLMA HAUMHAKOT NPOSICHATLCA, MHOIO€e eLle
NPeacTouT Y3HaTb.

OpaHa 13 HegaBHO NMpeanooXXeHHbIX ponen 6enka reHTUHITMHa CBA3aHa C ero y4YyacTnem B
pasBUTUKN rONOBHOIo Mo3ra. lMloMHUTe — nogn, Hacneaywuwme mytauuio bIN, umeroT
reHeTU4YecKne USMeHeHUs, KOTopble B UTOre NPUBOSAT K 601€3HU, ele 00 CBOero
poxpaeHua. Ho y 6onbwMHCTBa NaunMeHToB ¢ bI' cMMNTOMbI HE NPOABAAIOTCA B TeYEHUe
pecatunetnin. OgHa ns ueneun nccneposatenen bl — NOHATbL caMble paHHNE N3MEHEHMUSA,
Bbl3BaHHble MyTauuen blI', nogpobHO oxapakTepn3oBaTb 1 KAPTUPOBATb NX U CBA3AHHYIO C
HUMW nocneayrowyo AMCOYHKLUIO, KOTopas NpUBOAUT K cuMmnTomam bBrI.

[Nna nsyyeHna oyeHb paHHUX U3MEHEHUN Pa3BUTUA YUYEHbIE UCNOSIb30BaNN MbILNHbIE U
KNeTOYHble Mogenun, 4Tobbl naeHTUPMuupoBaTb GyHKUNM 6enka reHTUHrTuHa. Bce 6onbuie
OaHHbIX CBUOETENbCTBYET O TOM, YTO B KNIeTKaX U MbiLllaX, 9KCMPECCUPYIOLLNX MYTaHTHbIN
reH bl', npoucxogAT TOHYanLIMe USMEHEHUA B Pa3BUTUN rosIOBHOro Mosra. HegasHo Mbl
nucanu o6 NsMeHeHUAX, CBA3aHHbIX C Pa3BUTUEM, ONMUCAHHbIX B MUHU-MO3re, TPeXMepPHOoMn
KneTo4yHon mopgenu bI', 0 KOTOpPOM Bbl MOXeTe NpoYnuTaThb 34€eCh.

Ho, KaK Bbl BCe 3HaeTe, MbIlN — 3TO He NoAU, U KJIeTOUYHble MOAEeNN, BblpallleHHbIEe B
nabopaTopHoi nocyae, He MOTyT pacckasaTb HaM BCIO UCTOPUIO O TOM, Kak npoTekaeT bl'y
nopeil. Kak Mbl YacTo 0TMeYaeM, ToNIbKO nogm 6onetoT 60ne3Hbo MTeHTUHIToHa. U
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NPUYMHa, NO KOTOPON UCccnepoBaTenn N3yyaroT 3To 3aboneBaHne, 3aKo4aeTcs B
CTpeMNEHUN HaNTU neYvyeHne ana nogen c blr. Mo aTon npuynHe Hanbonee NnogxoAALLUMHU
obpasuamu gna n3yvyeHma aToro npouecca aBnaAnTcA o6pasybl, NOSYYEHHbIE OT NOLEN.

«lnaBHbIN BbIBOA UCCNEe[0BaHUA: KNI€TKU B onpeaeneHHon 06/1acTu roJioBHOro
MoO3ra u B onpepaesieHHblIh MOMEHT BpeMeHU UMeNU pasfninynsa B pasBUTUM U3-3a
MyTauuu, Bbi3biBawow,eu bI'. »

NMpaBunbHOE MeCcTO B NpaBU/IbHOE BpeMs —
TaK JIN 3TO BAXXHO?

YTob6bl ONpenenuTb, Bbi3biBaeT NM bI' USMEHEHMA B KneTKax Ha caMbIX PaHHUX cTaguax
pas3BUTUA rOSIOBHOIO MO3ra 4yesioBeka, uccnegosaTtesnn nog, pykKoBoaCcTBOM [OKTOpa
N'ymbepTa nsyumnum passmsaroLNNCA rOJIOBHON MO3I Y YeNloBEeYEeCKNX Nio[os,
Haxogusluxcs Ha 13 Hepene 6epeMeHHOCTU. ITO NO3BOAET UccnegoBaTesNiiM NoNy4YnTb
UHPOpPMaLMIO O TOM, YTO MPOUCXOOUT B COBEPLUEHHO KOHKPETHbI MOMEHT BPEMEHU BO
BpeMS paHHero pasButusa — Kak poTtorpadpusa onpeneneHHoro MOMeHTa.

B yacTHOCTN, OHW U3y4ann pasBUBaIOLLYKOCA KOPY FOJIOBHOMO MO3ra — MOPLLUHUCTYHO
BHELLHIOK YacTb MO3ra, KotTopas obecneymBaeT MHOIMMe U3 HaWMX CNOXHbIX GOpM
noeepfeHnA. B TkaHAX YenoBeyecKoro nnopga, Hecywmx mytauuto bIN, ckopocTb geneHunsa
KNeToK bblsia MegfieHHee, a X pacrnosioXXeHne B ronoBHOM MoO3re 6b1710 USMEHeHO0. 3To
Tak>e Habnoganocb B MbILWLNHOM MOAENN, YTO NO3BOMAET NPeAnosioXnUTb, YTO 3TH
addeKTbl onpenenieHHo cBA3aHbl ¢ MyTauuen blr.

Mo Mepe Toro Kak KfieTka co3peBaeT B HEMPOH, OHa pU3NYecku nepegBuraeTcsa B roJlOBHOM
Mo3re. B KaXabll KOHKPETHbI MOMEHT Pa3BUTUA HEKOTOpPbIE KNETKU MOryT OKa3aTbCA He B
TOM MeCTe U He B TO BpeMs, YTO HapyLuaeT 6anaHc B pa3BuBatoLLLEMCS rOJIOBHOM MO3re.

[(naBHaf BbIBOA, UCCe[0BaHUA: KNEeTKU B onpeaesieHHon 061acT rofloBHOro Mosra u B
onpeaeneHHbIn MOMEHT BPEMEHU NMENN PasNYnA B PpasBUTUKN U3-3a MyTaLuu,
Bbi3biBarowen bI'. OgHaKo BaXHO NOHMMAaTb, YTO CO3AaHNE KIeTOK MO3ra BO B3pOC/IOM
BO3pacTe — 9TO COBEPLUEHHO APpYron npoLecc, YemM Korga KneTku roloBHOro Mosra
BrepBble CO3[al0TCA BO BpeMs pa3BuTuma nnoga. Noatomy, XoTa gaHHoe nccnegosaHue
NOCBSALLEHO N3YYEHUIO TOrO, Kak MyTauua bIM BnnseT Ha pa3BUTUE KNETOK MO3ra, OHO He
paccMaTpumBaeT NU3MeHEHNA B YOPMUPOBAHUN ITUX KNETOK Y B3POC/IOro YenoBeka nunm
no4YeMy HOBbIE K/TETKN He 3aMEeHSAIOT UX. 3TO BOMPOCHI AN APYroro uccnegoBaHus.
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MogobHo 4yneHam KOMaH/Abl, KOTOpPbIE NOAMEHAT 6e3ﬂeﬂbHMKOB, n3MeHeHwus B pa3BnuTnmn
npun bl Ha PaHHUX ctagudax Moryrt 6bITb He CTpallHbl, MOCKOJIbKY Apyrune obnactu
rosioBHOro Mo3ra MoryTt KoMrieHcupoBaTb UX.

Ho MHorue gpyrue nccnepoBaHna Ha Mbillax nokasanu Ham, YTo gaxke npu myTtauun,
npusogsuien K bI', B KOHEYHOM UTOre passmBaeTCA NOSIHOCTbIO PYHKUUOHaNbHbIA MO3r. U
Mbl TOYHO 3HaEM, YTO 3TO NPMMEHMMO U ONA NIOLEN.

CoBMecTHadA paboTa

Kak >ke ronoBHoOm MO3r MOXeT UMeTb USMEHEHHOE pa3BUTNE U NPU 3TOM HOPMasibHO
OYHKUUOHMpPOBaATL? EMy noMoraroT gpyrune y4acTKn rosiloBHOro Mosra! 3To noxoxe Ha To,
KaK eC/fin BaM HY>XXHO cenaTtb rpynnoBon NPOEKT, HO OAWUH U3 YSIeHOB KOMaHAbI
6e3genbHUYaEeT — OCTalibHble BbIHYXXAEHbI AenaTb HEMHOro 6onbLue, 4Tobbl paboTa bbina
BbIMOJIHEHA.

Ha camMom pgene, Mbl BUgenu nogreepxaeHne aToMmy U B Apyrux uccnegosanusx bl ¢
yyactuem mogen. B HegaBHemM nccnegosaHum — ChANGE-HD — ¢ nomouwbio MPT 6binin
N3yYyeHbl pasMepbl pasnuyHbiX o6acTen ronoBHOro Mosra y geten (B BospacTe oT 6 go 18
neT), KOTopble yHacnegosanu MmyTtauuto bI', HO Npy 3ToM A0 NOABNEHUSA CUMNTOMOB
3aboneBaHuA y HUX elle MHoro neT. C cornacusa pogutenen aTu AeTv NPUHAIN ydacTtue B
nccnepoBaHuu, Liesibio KOTOPOro 6b1s10 BbISCHUTb CaMble paHHUE U3MEHEHUS,
obHapy>xuBaemble y HocuTenen mytauum bI.

Mo cpaBHeHUIO C AeTbMU, He YHacnegoBaBwWMMKU MyTauuto bBIN, y geten ¢ aTon myTtaumen
cTpuaTyM (obnacTb ronoBHOro Mo3sra, B KOTopoun B pesynbtate bl B KOHEYHOM nUTOre
pasBnBaeTCA CUMIbHaA gereHepauma KneTok) nsHayasnbHO 6bls1 HEMHOro 6onblue, a ¢
BO3pacTOM ero pasmep ymMmeHblanca. OgHako y geten ¢ myTtaumen bl Takxxe 6b110 60nbLue
CBA3eN MeXay 9Ton XXe obnacTbio U gpyrumm o6nacTaMmn roloBHOro Mosra.

«Jla)xxe HecMoOTpS Ha TO, UTO bl MOXXeT Bbi3biBaTb €Ba 3aMeTHble U3MEHEHUSA B
pa3BUTUM rOJIOBHOIO MO3ra, KOTopble, Kak NpeacTaBnfeTcs, HabnoaalTca C
CaMoro poXXaeHus, gpyrue uccnegoBaHus NoKkasbiBalOT HaM, YTO USMEHEHUA B

pPa3BUTUN HE Bbi3blBalOT CUMNTOMOB, KOTOpPbiI€ Mbl MOXXEeM 3apeructpupoeartb. »
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9TO roBOpUT O TOM, YTO y AieTen ¢ MyTauuen bl onpepeneHHble y4acTKM rofIOBHOIO MO3ra,
cTpagatowme npu bI', passmBatoTCA BbICTPEE, N YTO 3TU XKE YYaCTKU CO BPEMEHEM
yMeHblatoTca. Ho gpyrue obnactu mosra, no-BuguMomMy, NpOTArMBaoT PyKY NOMOLLM,
YTOObI KOMMEHCUPOBATb 3TN UBMEHEHUSA B pasBuUTUK. Takum obpasom, gpyrne obnacTtu
rONIOBHOIr0 MO3ra KOMMEHCUPYIOT HEXBATKY 0611acTn Mo3ra, KoTopasa He cnpaBnsieTcs co
CBO€eN COH6CTBEHHOM Harpy3Komn.

CTpyKTypa He cpa3y onpegensaeT PyHKLUIO

HuKorga He CTOUT He00LEeHNBATb KOMaHAY, KOTopasa Xopollo paboTaeT BMecTe. XOTS
KaXkAbli YneH KOMaHAbl MOXET BbINOMHATb CBOU GYHKLIMN HE COBCEM TaK, Kak emy
NMopyyYeHo, HO BCe Y/eHbl KOMaHAbl MPUBbLIKAIOT paboTaTb BMecTe. M MOXeT NPoiTH OUeHb
MHOr0O BPEMeHMU, NpexX/ae YeM B Ux paboTe NosBATCA TPELLUHbI.

HepaBHo Mbl y3Hanu ns uccnegosanusa HD Young Adult Study (HD-YAS), uto paxe 3a 24
roga fo npegnonaraemMoro gebrota cMMNTOMOB Y ntogen ¢ MmyTaumen bI' He HabnogaeTcA
yXyALWweHNa MbineHna nnm HactpoeHus. (MogpobHee 06 uccnepgosanHum HD-YAS MoXHO
npouynTaTb 30echb). [laxxe HeCMOTpA Ha To, 4TO bI' MOXXeT Bbi3blBaTb €Ba 3aMeTHble
U3MEHEHUS B pa3BUTUM FOJIOBHOIO MO3ra, KOTopble HabnMoaatTCAa C CaMoro poXXaeHus,
Apyrue nccnepoBaHns NOKasbiBalOT HaM, YTO NU3BMEHEHUA B Pa3BUTUUN HE Bbl3bIiBalOT
CMMNTOMOB, KOTOPbI€ Mbl MOXEM 3aperncTpupoBaTtb. [103TOMy BNO/IHE BEPOATHO, UTO
roONI0BHOW MO3I CNOCOOEH KOMMEHCUPOBATb 3TU PaHHUE U3SMEHEHUS.

Bnaropgaps HOBOMY MCCnenoBaHUIO Mbl MOJTYUYM/IM elle OAHO A0Ka3aTeNbCTBO TOro, YTO
FeHTUHI TUH Y4YacTBYeT B Pa3BUTUN FOJIOBHOIO MO3ra, MOMOJSIHUB PacTYLLUA CIUCOK
GYHKLMWIA, BbINOJIHAEMbIX 3TUM 6enKoM. MoHMMaHue Toro, Kak UMeHHO FreHTUHI TUH
yyacTByeT B 3TOM NpoL,ecce, MOMOXET PacKpbITb HEKOTOPbIE acneKTbl Ppa3BUTUA YeloBeKa
B LLesIoM. M 3TO flaeT HaM BO3MOXHOCTb 3arnsiHyTb B HEKOTOPbIe 0YEHb MHTEPECHbIE
HanpaBfieHMsa HayKu, CBA3aHHbIE C pa3BUTUEM YenoBekKa!

Pe3ynbTaTbl 3TOr0 HOBOrO UCCNIeA,0BaHUA TaKXXe 3aCTaBNAIOT 3aAyMaTbCA O TOM, Kakue
MMEHHO MeXaHN3Mbl KOMMEHCUPYIOT TO, YTO MO3r YenoBeka ¢ bl ocTaeTcs 300pOBbIM TakK
Aonro? N moxem nu Mbl BbIIBUTb UX, YTO6bI MPOANUTD 3TOT NPOLLECC B KayecTBe
TepaneBTMYECKOW cTpaTernm? Ham ewe MHoroe nNpeacTouT y3HaTb 06 3Toi o6nacTu
nccnegosaHuii Bl, Ho GyayLiMe NCCNep0BaHUA, BEPOATHO, MOCEAYIOT 3a 3TUM.

ABTOpPbI He co0obLaloT 0 KOHPINKTe nHTepecoB. 15 nonyvyeHus 6onee nogpobHou
UHPOopMaLUUN O MNOJINTUKE pacnpocTpaHeHUs nHpopmMmauunuu nepengnute B Halu pasagesn YaBo...

rMOCCAPUMU
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HeilpoH — kneTka rofioBHOro Mo3ra, Kotopas XpaHuT U nepenaéTt nHpopmMaumio.
FeHoM — Ha3BaHUWe, 0603HavaloLee BCe reHbl, KOTopble CoAepXXaT MoJsHble UHCTPYKLUN
Mo CO3[aHUI0 YenoBeKa Un Apyroro opraHnsma.
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