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HoBoe coueTaHue ABYX MUCCEHC-MYyTaLUK
nporooHKoreHa RET y pe6eHKka u3 cembu ¢ MOH 2A

AKTyanbHOCTb. AKTUBMPYIOLIME TOYKOBbIE MyTa-
UMK NpoTooHKoreHa RET (10911.2) sBnsioTca npu-
YUHOW pPeaKMX AOMWMHAHTHO HacneayeMmbiX PaKOBbIX
CUHAPOMOB MHOXECTBEHHOW 9HAOKPUHHOM HEOMNa3unm
(M3H) tTvna 2A, ceMernHon MeaynaspHON KapuMHOMBbI

WMTOBUAHOM Kene3dbl 1 M3AH Tvna 2b, ong KoTopbix
YCTaHOB/IEHA YEeTKaa Koppenaums reHoTun—dadeHoTun,
no3BonAtoWan onpeaenaTe BpeMsa NpoduUIaKTM4eCKon
TUPEOUAIKTOMUK, 0O6beEM onepaLnn, BO3MOXMKHOCTb
NPOSABNEHNS APYTMX SHAOKPUHHbBIX HEOMIA3UN.




MATEPUAJIbI NEAUATPUHECKOW CEKLIMM VIII CbE3JA OHKOJIOrOB U PAAUOJIOrOB CTPAH CHI

B peakux coobLeHNsAX ONUCbIBAOT OOHAPYKEHUE Y
O[IHOrO MHAMBMAA ABYX repMMHanbHbIX RET-myTaumm,
NOKanM30BaHHbIX HA OAHOM WK Pa3HbIX anniensx rexHa.

Llenb uccnepoBaHUA: NPOBECTU MONEKYNAPHO-
reHeTMyeckoe obcnegoBaHue 4-netHero npobaHaa m3
CeMbM, oTaroweHHon no M3H 2A, 1 BbISBUTb BO3MOXK-
HO€ HOCUTENbCTBO MaTOreHHbIX MyTauun B reHe RET,
OBGHapYKEHHbIX paHee y ero poautenen (p.C634G u
p.I1852M y matepu n p.Y791F y oTua).

MauueHTbl U mMeToabl. [n1a aHanuM3a MyTauun
MCNoNb30Basn METOA NPSMOro aBTOMaTUYECKOro CeK-
BEHUPOBaAHUA NATUM 3K30HOB reHa RET — 10, 11,
13-15 (Genetic Analyzer 3130, Applied Biosystems,
CLWA). TeHomHyto AHK Bbigensnu wns nMmeouuToB
nepudepnuyeckon Kposu, ncnonblysa Habop QlAamp
DNA Blood Mini Kit (fepmaHus).

PesynbraTtbl. B pe3ynbrate uccnegoBaHus y npo-
6aHaa 6blnn BbISIBAEHbI ABE W3BECTHbIE FETEPO3UIOT-
Hble MyTauun — p.Y791F n p.I852M — B 3K30Hax
13 1 14, cOOTBETCTBEHHO, JIOKANN30BaHHbIE, COrMTacHO
CeMENHOMY aHanu3y, Ha pa3HbIx annensx. Takoe coyeta-
HWe RET-myTaumn y 60nbHbIXx MOH 2A He 66110 onmMcaHo
paHee. Kaxkaas U3 aTUX 3aMeH camMa no cebe sBNseTcs

MyTaLMen HU3KOro pPUCKa, NPUBOAALLEN K OTHOCUTENTbHO
MArKoMy GeHoTUNy ¢ no3aHen MaHudectaunen. Ho no
aHanormum ¢ AByMs MyTaumsaMu, BbiSIBASIEMbIMU B Pa3HbIX
KofoHax RET y 605bHbIXx M3H 2B, oHM MOryT ycunmnaTtb
[EVCTBME ApYr Apyra v Bbi3biBaTb 60/1e€ arpeccnBHoe
TeyeHue 3a60/ieBaHUA U paHHee ero Hadvano. Ncxoas na
3TOro, a TaKKe NpMHMMas BO BHMUMaHWE MOBbILWEHHbIN
YPOBEHb KanbLUWTOHWHA MPU CTUMYASILMK [JIIOKOHATOM
Kanbums (14 nr/mn npu Hopme < 8,4 nr/mn) u o6Hapy-
EHWE HECKOJbKMX MEJIKOOYaroBbix 06pa3oBaHui npu
YNbTPa3BYKOBOM WCCEA0BaHUN LMTOBUAHOW XKenesbl,
npo6anay 6bina NnpoBeaeHa TMpeonasKkTomus. MNpu ruc-
TO/IOTMYECKOM WCCIeAOBaHMM OMepauuoHHOro mare-
puana BbisiBfieHa o4varoBas runepnnasvs C-KNeToK,
KOTOpasi ABNSIETCS MNPeALecTBEHHULEN HacneacTBeH-
HOM MeaynnsipHOM KapLUUHOMbI LUTOBUAHOW KeNesbl.

3aknwo4veHune. Takum o6pa3om, onepauua ansg
npob6aHaa 6bina BbINOSIHEHA Ha paHHEN cTaguu pas-
BMTUS OMyxonu. Hawwu pesynbTatbl npeanonaratort,
YTO paHHMK natoreHe3 C-KNEeTOYHOW runepnaasnu
06yCNOBJ/IEH COYETaHMEM MWCCEHC-MyTauun p.Y791F
n p I852M, KOTOpbIE UBMEHSIOT CTPYKTYPY BHYTPUKIIE-
TOYHOro JOMEHa TMPO3MHKMHAa3bl RET.
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ManouHBa3uBHOE 3HAOXMPYPrU4ECKOE JieYEeHUe
npu HeWpoodaacTome y AeTen

AKTyanbHOCTb. ManonMHBa3MBHOE 3HAOXMPYPIU-
YeCKOe NevyeHne HaxoauT Bce 60sbllee MNPUMEHEHUE B
[ETCKOM OHKoNorMKn. OaHNM M3 MEPCMNEKTUBHbIX HaNnpaB-
NEHUN SBNAETCA BMAEOIHAOXMPYPruyecKoe feyeHune
[eTeEN C HENMPOOIACTOMOM, NO3BONSIOLEE BbIMNOJHUTb
paguKanbHOe ornepaTMBHOE BMELIATENbCTBO.

Llenb uccnepoBaHusa: onTMMU3aLINS XMpypruyec-
KOro nevyeHus aeten ¢ Henpobnactomon Topakoabao-
MUHaNbHON IOKanM3auuu.

MauuneHTbl U metoabl. C gHBaps 2012 No UIOHb
2014 r. XMpypruyecKoe nevyeHne B o6beme yaaneHus
WUNKn peseKkuun Hempobnactombl nonyuymnm 127 nauu-
E€HTOB. JHOOXMPYPTrMYECKM OMepupoBaHbl 32 nauu-
eHTa B Bo3pacte oT 1 Mec Ao 8 neT; co CTaaven
1 — 20 60nbHbIX (62,5%), co ctaguen 2 — 5 (15,5%),
co ctagnen 4 — 5 (15,5%), co ctagnen 4s — 2 (6,5%).
MeaunaHa Bo3pacta — 16,5 mec, 4o 1 roga — 16 (50%)
neten. Bce naumeHTbl HabnoaanMCb 1 Noayvyanu nedve-
HMe cornacHo npoTtokony NB2004. Bcem 60/bHbIM
OblNO NPOBEAEHO KOMMJIEKCHOE 06cnegoBaHue, npo-
BOAMNACb OLIEHKa Xupypruyeckmnx puckoB IDRF; Tak-
TUKa NeYeHUs NpMHMManacb Ha MEXAUCLUUNIMHAPHOM
ob6eyxaeHnn. [oKasaHMeM K 3HOOXMPYPruyecKomMy
NEYEHUIO ABUINCH OTCYTCTBUE XMPYPIUYECKUX PUCKOB,
npeabiayLumMx onepaTMBHbIX BMELWATENLCTB U JIy4eBOM

Tepanuu; aHaTOMMYECKM JIOKanM30BaHHas ONyxosb
pa3mepamu He 6onee 6-7 cM B AUameTpe.

Pe3ynbtartbl. TOPaKOCKOMNMYECKOE yaaeHne ony-
XO/IN BbIMNONHEHO 9 (28%) naumneHTam, nanapoCcKomnu-
yecKasa TyMopakTommna — 23 (72%). Pasamepbl onyxo-
1 coctaBuam oT 1 oo 7 cM B aMameTtpe. B cpeaHem
NPOAOJIKUTENbHOCTb ONEpPaTUBHOIO BMeLWaTenbCcTBa
coctaBuna 121 MuUH. MHTpaonepaLnuoHHO OTMEYEHO
2 KpoBoOTeYeHus (6,3%), noTpeboBaBlLUNE KOHBEPCUM
n remocTasa. ¥ 1 naunMeHTKU paHHMIW nocreonepaum-
OHHbIV NEPUOJ OC/IOKHUACS CencncoMm, y 3 BONbHbIX
(9,5%) nocne TOPaAKOCKOMMUYECKOW TYMOPIKTOMUMU
BbiiBNeH cuHapom [lopHepa. Y 1 naumeHTta (3,2%)
pasBunacb crnaeyHas TOHKOKMILEYHas Henpoxoau-
MOCTb, noTpe6oBaBllass MOBTOPHOrO OMNepaTUBHO-
ro BMelwarenbcTBa. PaHHMW nocneonepauyoHHbIN
nepuoa nocfie ManoMHBa3MBHOIO Ie4eHMs NpoTeKan
3HaYMUTENbHO ObICTPEE U Nerye: paHHUE CPOKMU CHSA-
TUS C WMCKYCCTBEHHOM BEHTWUAALMWU NETKUX, MeHee
BblpaXK€HHbIM 60IEBON CUHAPOM, PaAHHAS aKTMBU3a-
LMS, KOCMEeTUYeCKun addeKT. MeanaHa HabnoaeHUs
cocTtaBuna 16,2 mec, H1 OAHOIrO NTIOKaIbHOro peLman-
Ba HE OTMEYEHO.

3aknveHue. SHAOXMPYPru4ecKoe yaaneHme Hewm-
po6nactomMbl MOXET ObITb OrnepaLlunen Boibopa y AeTen





