MexayHapoaHbIii KOHCEHCYC 10 IMAarHOCTHKE U JIeYeHUd JeTeil ¢ peoxpoMouuTOMamMu
U MAParaHrJIMoMaMH (BbIACPKKH).

®deoxpomoruTomsl U aparanrauoMel (OXILI/TITT) — peakue HEHPOIHTOKPUHHBIE OITYXOJIH,
BO3HMKAIOLIME U3 MO3TOBOTO BEIIECTBA HA/IMOUYEYHUKOB MJIM CUMITAaTUYECKUX U
napacummnarndeckux ranrues. @XILY/TIT — kpaline peakue onyxonu y IETeH: exeroaHas
3a0osieBaeMoCTh cocTanisgeT 0,5-2 Ha MIIJIMOH eTel. Y neTel eCTh CBOM 0COOEHHOCTH
TeueHus 3a00JIeBaHMs, HO OTJIEIbHBIX PEKOMEHIALUI JJIs1 HUX 0 CHX MOp He ObLIO.

B aBrycre 2024 B 0JHOM U3 CaMBIX aBTOPUTETHBIX OMOMEIUIIMHCKUX KypHaJIOB Nature
OITyOJIMKOBAH MEXKyHAPOIHBIN KOHCEHCYC O JUAarHOoCTHKe U jtedenuto nereit ¢ GXL/TITI,
B pa3pabOTKe KOTOPOTo yyacTBOBaJla MEKAyHApOAHAs IPyIa CIEIUAINCTOB Pa3InYHbIX
npouiIeii: OHKOJIOTH, YHIOKPHUHOJIOTH, JTy4eBbIe JUATHOCTHI, XUPYPTH, TCHETHKH,
KJIMHUYECKHE OMOXUMUKH, IICUXOJIOTH U MaTOJIOTH.

JlnaraocTuka:

. buoxumudeckue uccnegopanus i uckmodeHus O XI/TITI qoinkHBI BKIIOYATh
oTpesieNieHre ypoBHS MeTaHepprHa U HOpMeTaHe(ppuHa B IIa3Me WA MOYE U
JIOJKHBI TIPOBOAMTHCS € UCTIONB30BAHUEM METO/IA KHUAKOCTHONW XpOMOTOTrpaduu.

CBoOoaHble MeTaHePPUHBI TIa3Mbl (MeTaHEPPUH, HOpMeTaHe(DPUH U 3-METOKCUTUPAMUH )
0051a1at0T HanOOMbIIeH AMArHOCTHUECKON TOYHOCTHIO. HO, yUnThIBas BOZMOXHOE
CTpEeCcCOBOE MOBBIIICHUE 3TUX MOKa3aTeneil, 3a00p KpoBH HEOOXOIUMO IPOBOAUTH B TEILIOM
MOMEUICHUH, TI0CJIe TPeObIBaHUs B OJIOKEHHH Jieka B TeueHue 20 MUHYT, a y MaJeHbKUX
JIeTeH JKelaTeJIeH 3a00p KPOBH M3 TIPEIBAPUTEIHHON YCTAHOBICHHOW BEHO3HOW KAHIOJIU U C
HCIIOJIb30BAaHUEM OTBIICKAIOIIMX MEpONpUATHiA. JKenaTenbHO HOUbIO HE MPUHUMATh MUY, a
yTpOM He IUTH Koe u yail.

HccnenoBanre HEKOHBIOTHPOBAHHBIX METaHE(PPHUHOB B CYyTOUHON MOUe TOXKe 001agaeT
BBICOKOM TUAarHOCTHYECKON TOYHOCTBIO, HO MMEET PSIJl OTPAHUUYCHHI: CII0XKHO coOpaTh
CYTOYHYIO MOUY JIETSIM paHHET0 BO3pacTa, HeJb3sl OLIEHUTh YPOBEHb 3-METOKCUTHUpAaMUHAa,
TOBOPAIIUI O TUIIepCeKpeny qodhamMuHa.

HoBeiM B KOHCEHCYCE SIBIISIETCS BO3MOXKHOCTD UCCIIEZIOBaHUSI METaHE(PUHOB B Pa30BOi
MOPUXHU MOYH (HOYHOM, YTPEHHEW, JTHEBHON MOPIHSIX) Y AeTeH. ITO MEHEe TNAarHOCTUIECKU
TOYHO, YEM HCCIIEIOBAHHUE B IIJIa3Me, HO COIOCTAaBUMO C CyTOYHOH MOUOi, HO TpebyroTcs
JIOTIOJIHUTEIIbHBIE HCCIIeI0BaHMsl Ha ATOT c4eT. [loaToMy B HacTosIiee Bpems UCCel0BaHE
MeTaHe()PHHOB B Pa30BOil MOPIIMH MOYH Pa3peIIeHo y eTel MIAAIIEero Bo3pacTa U3 IpyIbl
HEBBICOKOTO pHCKa 3a00eBaHUA(IETH C CUMIITOMaMH (HEOXPOMOIIUTOMBI, HO HE UMEIOIIIUE
MOJITBEPKAEHHOTO TEHETHUECKOTO Je()eKTa U OTATOIMIEHHOTO ceMeiHoro anamuesa mo X1/
[I'JI). Takxke aBTOPHI OTMEYAIOT, YTO BEIOOP METOAA MOXKET OIMPEACIATHCS €ro
JOCTYIMHOCTBIO B KIIMHUKE, B KOTOPOH MPOBOJAUTCS 0OCIIEIOBAaHUE MTALIUEHTA.

HccnenoBanus, npoBeieHHbIE Ha (POHE TSHKEIOTO COMYTCTBYIOLIETO 3a001€BaHUs U CHIIBHOTO
HMOIMOHAIBHOTO CTpecca He0OXOAUMO HHTEPIPETHPOBATH C OCTOPOKHOCTHIO U IIPU
HEBBIPAYKCHHOM (MEHEe 2X HOPM) MOBBIIICHUH TOJIBKO OTHOTO U3 MEeTaHe(hpUHOB, TPOBOIUTH
IIOBTOPHOE UCCIIEZOBAHMUE.

V nereil B 3aBUCHMOCTH OT BO3pacTa U IoJia pa3Hble BEpXHHE IpeiebHble pedepeHCHbIe
3HaYeHHUs MeTaHe(HpHHOB (Tabnuia ¢ peepeHCHBIMU MHTEPBATAMH MIPEJICTABICHA B TEKCTE
CTaTbH).

*  Ilpu moucke OmMyXoJiu y MAIMEHTA C JOKa3aHHBIM OMOXUMUYECKH 3a00IeBaHUEM
BO3MO)KHO HCIOJIb30BaHHE KaK MarHUTHO-pe30HaHCHOM ToMorpaduu (MPT), Tak u
xommbroTepHOi Tomorpaduu (KT). O6a uccienoBanust JOMKHBI TIPOBOIUTHCS C
KOHTpacTHbIM ycusieHrueM. Ha BbiOop MeTona MoryT BiIusATh: 1.peanonaraemas
JoKanm3anus onyxonu (Hampumep, 1 [TPT ronoBel u men npeanoururensaa MPT ¢
KOHTPACTHBIM YCUJICHHEM); 2.Ty4eBasi Harpy3Ka — y JeTei MpeArnodTUTENbHO



BbIOpath MPT, Tak xak y KT Beicokast myueBast Harpyska; 3. BO3pacT peOeHKa u
HEOOX0IMMOCTh NPOBEICHUS HCCIIeI0BaHus ¢ cefanueil — nposenenue MPT
3aHUMaeT ropaszio 0oJblie BpeMeHH 1o cpaBHeHHIO ¢ KT u MoxeT TpeboBarh
celanyy y MajeHbKux feteil. To ecTh 171l KaXKI0To OTAETIBHOIro peOeHKa He00X0IMMO
yUYEeCTh Bce ATU (aKTOPHI U C/IETaTh BHIOOP B MOJIB3Y TOTO WIIM MHOTO UCCIICIOBAHNS.
QYHKIMOHAIbHBIE BU3YAJIU3HPYIOLIUE UCCIEAOBAHUS BBIIOJIHAIOTCS B TEX CIIyYasx,
KOIZIa €CTh MOAO03PEHNE HA MHO)KECTBEHHBIE OITyXOJIM MJIM METACTAaTHYECKUI ITPOLIECC
(mogpobHee o0 ToM, Kakoe U3 (PyHKIIMOHAIBHBIX HCCIIEA0OBAHUN HEOOXOAMMO BEIOPATh
MOXXHO O3HAaKOMUTbHCS B TEKCTE CTAThE).

I'eneTnueckoe TecTupoBanue pekomenayercs Bcem aetsam ¢ GXIY/IITIL. Ecau npu
HCCIIEJOBAHUN U3BECTHBIX T€HOB, ACCOLMMPOBAHHBIX C ’TUMH OIYXOJIIMHU, HE
00HapYKHMBAIOTCS MTATOT€HHBIE BAPHAHTHI, TO PEKOMEHIYETCsl pACCMOTPETh BOIIPOC O
IIPOBEICHUH UCCIIEA0BAHNS PACIIMPEHHBIX MAHEJIEH, UCCIIEN0BAHNS COMAaTHUECKUX
MyTalui B OIyXOJIH, 3K30MHOTO UM T€HOMHOI'O CEKBEHHPOBAHUs. JTO CBSI3aHO C
tem, uto OXII/TITJI y nereii B 70-80% cirydaeB UMEIOT HACIEACTBEHHYIO TIPUPOY, a
IIPOTHO3 U HAOMIOAEHUS 3aBUCHUT OT BOBJIEUEHHOTO IeHa. Y B3POCIBIX MAlMEHTOB
94acToTa HACJIEACTBEHHBIX (hOpM ropaszio HUKE M COCTaBIsEeT 0koio 35%.

Jleuenue:

Heteit ¢ @XI/TITJT momKHBI OIEPUPOBATH XUPYPTH, UMEIOLTUE OIBIT JICUCHHSI
HMMEHHO 3THX OITyX0Jiel. DTOT IMyHKT U TO, YTO JIeTeH TOJIKHBI HAOII0AaTh B
CHEIHMATM3UPOBAHHBIX EHTPAX, UMEIOLIUX OTBIT Pa0OTHI C IAHHOM MMaTOIOTHEH,
OTIENBHO MOIYEPKUBAETCS ABTOPAMM.

Xupyprudeckoe JCUeHHEe MPOBOIUTCS B 00beMe aAPEHAIPKTOMHUU C TYMOPIKTOMUEH.
Bo3M0:XHO paccMOTpeHHE BOITPOCa O YaCTUYHON KOPTUKAIbHOM IaAAEn
aZpEHAIDKTOMUH Y AeTeil ¢ 1BycTOpoHHUMH DX min y TeX, y KOro BBICOKMM PUCK
pazButus ABycTopoHHUX P XII, HO MpU 3TOM HU3KUN PUCK METACTA3UPOBAHMS.
OnpenenuTs 3T0 MOXKHO 10 Pe3yJIbTaTaM FeHeTUYECKOr0 TECTUPOBAHUSI.

B kauecTBe npenonepalioHHON MOATOTOBKH Y JIeTE PEKOMEHIYEeTCSl UCTIOIb30BaHUE
anb(a-aapeHo0I0KaTOPOB U/UITH OJIOKATOPOB KaJbI[MEBBIX KAHAJIOB B COYETAHUU C
MOTpeOICHUEM JTOTIOIHUTENBHBIX 00BEMOB KUAKOCTH. beta-0mokaropbt
UCTIOJIBb3YIOTCS TOJIBKO Y T€X MAIlMEHTOB, Y KOTOPBIX Ha Tepanuu anbda-onokaropamu
coxpaHseTcsl TaxuKapaus. B craTbe mpeacrasiena noxpobHas Tabnumna mno
peAoNnepalMOHHON MOJITOTOBKE JIETEH.

Jlst mewennst metactarudeckux BapuanToB OXI/TITJI, kak U y B3pOCIBIX MAIIMIEHTOB,
JETSM PEKOMEHYETCS UCIOIb30BAHNUE XUPYPTrUYECKOTO YIAJEHUS EPBUYHOM
OIYXOJIM U METACTAaTUYECKUX 04aroB, €CJIM 3TO BO3MOKHO. [Ipu mennenHoi
Iporpeccuu 3abosieBaHMs MPEANOUTUTEIbHO HaOMOIeHHE, IPU OBICTPOIl POrpeccuu
3a00J1eBaHus — MCIIOJIb30BaHUE TAPTEeTHOM MOJIEKYIIIPHOM pajnoTepaniy u
CHUCTEMHOM MOJUXUMHOTEpAIH, MPU CAABICHUHN BaXKHBIX OPTaHOB —
LHUTOPEyKTUBHOU Xupypruu. [ eHeTnyeckas npupozaa 3a00JieBaHUSI MOXKET BIUATH Ha
BBIOOp TEpaIHH.

[MoceonepallioHHOS HAOIIOCHHUE:

[ToBTOpHOE HCCNEnOBaHNE METaHE(PPUHOB MMPOBOAUTCS B MIPOMEXKYTKE OT 2 10 8
HEJEJNb MOCIIE ONepaluu

[TanimeHTaMm ¢ MaTOreHHBIMU T€PMUHATUBHBIMHU BapUAHTAMH B T€HAX,
acconuupoBanHbix ¢ @XI/TITJI, wim ¢ coMaTHYecKUMHU BapuaHTaMU B
OTIpeJIEIEHHBIX TeHaX TpeOyeTcs NMoKu3HeHHoe Habmtonenue. JleTsaMm, y KOTOphIX He
00HapyKeHO HUKAKUX MAaTOTCHHBIX BAPHAHTOB, TpeOyeTcs Habmonenne He menee 10
JIeT.



Bcewm netsim, He UMeEIOIIMM NPOSABIEHUN 3a00/1eBaHUs, HO C OOHAPYKEHHBIMU B
paMKax CEMEHHOI0 KOHCYJIbTUPOBAHUS IaTOT€HHBIMHA BaPMAHTAMH B I'€HAX,
acconuupoBaHHbIX ¢ pazButueM OXI/TIITJI, TpeOyeTcs moxu3HEHHOE HAOIIOACHNE —
CPOKHM Hadajla CKpUHMHIA M €r0 0COOCHHOCTEH 3aBUCST OT BOBJICUCHHOTO I'eHA.

HeKOTOpre BAXXKHBIC PCKOMCHAAIINU, HC OTHOCAIIUCCSA HCIOCPCACTBCHHO K NTUATrHOCTUKC 1

neyennro OXI/TILJI:

C MOIPOCTKAMH, KOTOPHIM MPEACTOUT IIATOTOKCUYIECKOE JICUCHHE FITU PAJNOTEPAITHUS
00J1acTi MaJioro Tasza, PeKOMEHIyeTCs 00CYAUTh BO3MOXXHOCTh COXPAHEHUS
bepTunIbHOCTH;

MOJITOTOBKY K TIEPEBO/TY MallME€HTa BO B3POCIYIO CETh HAJI0 HAYMHATH MOCTENIEHHO U
3a01arOBpEMEHHO ¢ MOMEHTA JOCTIKEHHS peOeHKOM | 6-neTns;

MICHXOJIOTUYECKasl OAEPKKA JODKHA OBITh MPEIIoKeHa BCEM JAETSIM U UX
POIICTBEHHHUKAM TIPH NEPBUYHOM OOHAPYKEHHUH 3a00JI€BaHNUS;

JETSM F UX CEMBSIM CJIeIyeT MpeyIaraTh y4acTHe B HAIIMOHAIBHBIX WIIH
MEXIyHAPOIHBIX peecTpax ¢ 0a3aMu TaHHBIX U OMOOAHKaMU TKaHEH IS COMCHCTBUS
WCCIIEIOBAHUSAM B 3TOM oOnactu. CBsA3aHO 3TO C PEIKOCTH 3a00JEBaHUS U MAJIBIM
KOJIMYECTBOM JIAHHBIX O €r0 TCUCHUU y JETCH.

[TompoOHee co BceMu PEKOMEHIANUSAMH, a TAK)KEe 000CHOBAHUSMHU ITHX PEKOMEHIAIHH
MOKHO 03HAKOMHTBHCSI B TEKCTE KOHCEHCYCa, KOTOPBI HAXOMUTCS B CBOOOIHOM JIOCTYIIE Ha
caiite xypHana Nature (https://www.nature.com/articles/s41574-024-01024-5)
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