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BBenenme. Jlucrnasus maructpanbHbix BeH (JIMB) — cunapom Kinunmens-Tpenone (KTC). 3a-
OoneBanue nposiBiseTcs y ogaoro u3 10 000 genoBek 6e3 reHepHoro npeanodrenus. Knmandyeckas
KapTHHA CUH/APOMA B ONIMCAHUU aBTOPOB XapaKTEPU3yeTCs TPUaL0il CUMITOMOB: COCYJUCTBIMHU IISIT-
HaMU, BAPUKO3HBIMH aTHITIMYHBIMU BEHAMH, TUNIEPTPO(UEH MITKHX TKaHEeH U KOCTeH ¢ yBeTMYeHUEM
o0beMa M JUTMHBI IOpakeHHOW KOHEYHOCTH .ClelyeT MoI4epKHYTh, YTO BBIPAKEHHOCTh YKa3aHHBIX
CHUMIITOMOB 3aBHCHT, PEXKJIE BCETO, OT TUMA (AMOPHOHANBHBIN WK (peTaabHBIN) U CTETICHU TSKECTH
3a0omeBanmsa. KTC mouTn Beerja HOCUT CITOpagUIeCKUi XapaKTep, 3TO 03HAYACT, UYTO OH Pa3BUBALCT-
cs y Jrofell, He MMEIONINX WCTOPUHU MONO0OHOTO paccTpOiCTBA B ceMbe. BO3HMKHOBEHHE aHTHOIU-
CIUIa3Mi IO CUX TOP OCTAeTCs HEBBIICHEHHOH M Mallom3y4deHHOH mpobiemoii. [locnennune paboTs
nokasanu, uto KTC moxeT ObiTh BbI3BaH MyTanusMu B TeHe PIK3CA. DTor TeH gaeT HHCTPYKIIUU
Jutst monrydeHus 6enka pl10a, KoTopsld mpeacTaBisieT co0oi o Hy YacTh (cyObeanHmIly) hepMeHTa,
Ha3pBaeMoro (ocharnaunuaosnton-3-kuHaszoi (PI3K). PI3K urpaet posb B XMMHUYIECKOH CUTHAIN-
3aIiH, 4TO BaYKHO JJI1 MHOTHX KJIETOYHBIX aKTHBHOCTEH, BKJIIOYAst POCT KJIETOK M JesieHne (MpoJu-
(dbeparuio), ABMKEHHE (MUTPAIUIO) KIIETOK U UX BBDKHBAEMOCTh. MI3MeHeHHas CyObeIMHUIIA JIe]acT
PI3K aHOManbpHO aKTUBHOM, YTO MO3BOJISIET KJIETKaM PAacTU U AEJIUTHCS HENPEPHIBHO. YBEINUYEHUE
KJIETOUYHOH mponudepanuy NIpUBOIUT K aHOMAJIBHOMY POCTY KOCTEH, MSTKMX TKaHEH M KpOBEHOC-
HbIX cocynoB. KTC Hepenko siBisieTcst OTHUM 13 HECKOJIBKUX CHHIPOMOB YPE3MEPHOTO POCTa, BKIIO-
Yasi CHHAPOM Malib(hopMaIiy U KAWL PHON Majib(pOpMalii, KOTOPbIC BEI3BAaHBI MYTAIMSIMH B TEHE
PIK3CA. Bmecre 31u ycnoBus u3BecTHbl Kak cBsizanHblid ¢ PIK3CA cnextp paspactanust (PROS).
[Tockonbky He Bce OonbHble ¢ KTC nmeror mytanuio B reHe PIK3CA, BO3MOXXHO, YTO MyTaluu B
HEOIMO3HAHHBIX T€HaX TAK)Ke MOTYT BbI3bIBATh 3TO 3a0ojeBaHHe. OrpOMHOE KOJIMYECTBO KJIMHUYE-
CKHX ¥ MOP(OJIOTHYECKHUX JAaHHBIX M0 JUATHOCTUKE U JICYCHHIO dTUX JEeTell yKa3bIBaeT Ha MepeHe-
CEHHBIH BO BHYTPHYTPOOHOM meproae TpoM003. B nutepatype OTCyTCTBYIOT OJJHO3HAYHBIC JIaHHbIE,
Kacalolecs 0COOCHHOCTEH KJIMHUKHU, AUAarHOCTUKU U JICYCHHS TUCIUIA3MH MarucTPaJlbHBIX BEH B
3aBHCUMOCTH OT UX THIIAa HOpakeHUsI. OTMEUEHHBIE BBIIIE OOCTOSTENILCTBA, IOATBEPKAAIOT aKTyalb-
HOCTb HCCJIEJOBAaHUS OCOOEHHOCTEH KIMHMKH, JUATHOCTUKM W XUPYPTrU4YE€CKOTO JIEYCHMs] Maru-
CTpaJIbHBIX BEH MPU UX AUCIUIA3HUAX Yy JeTeil.

Heas nccaenoBanmus. YIydIIUTb pe3yabTaThl IEUEHUs JeTel ¢ JUCIUIa3uel MarucTpajibHbIX BEH

MarepuaJjsl u Metoabl. [IpousBenen perpocnektuBHbli ananu3 108 uctopuii uz 500 nauuen-
TOB C BPOXKJICHHBIMH [TOPOKaMH Pa3BUTHUS COCYI0B HIKHUX KOHEUHOCTeH. Bee OosibHBIE HAXOAUIUCH
Ha OOCNeOBaHMM W JICUEHHWU B aHTHO-MHUKpoxupyprudeckom otaenennn OPI'bOY BO «Cankr-
[leTepOyprckuii rocygapcTBEHHBIH MeAUMaTPUUECKU MEIMUUHCKUE yHHBepcuteT» ¢ 2005 1o
2020 roxasl.

Pesyabrarhl. Y Bcex aerell OTMEUEHO 3aTPpyJHEHNUE aAallTalli B COLIMYME: HAPYLICHUE MEXKIINY-
HOCTHOT'O OOIIEHUS, IPOSIBICHNS aCTEHUYECKOr0 CUHAPOMA, CHUKEHNE BHUMAHUS U yCIIEBAEMOCTH,
MOBBIIIEHHAs YTOMJIIEMOCTb, SMOIIMOHAIbHASI HEYCTOMYMBOCTh M JICTIPECCUBHBIE COCTOSIHUS B MO~
POCTKOBOM BO3pacTe Ha (POHE BHIPAKEHHOH, TOCTOSIHHON TPEBOTH POJUTENCH B OTHOILICHHH OyyIIe-
ro pebdenka. Y 73,1 % OonbHbIX ¢ Tshxenoi Gpopmoit JIMB oTmeuarorcs croiikue HapymeHHUs: GOpPMbI
1 (PYHKIMH KOHEYHOCTH (YBEIMUEHHUE Pa3MEpPOB KOHEYHOCTH, BBIPAKEHHAs! IATOJIOTUS CTOI, XPOMO-
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Ta, MopakeHue 00enX KOHEYHOCTEH). Y OONBIIMHCTBA IeTeH NMeeTCs BRIPAKCHHAS TaTOJIOTHIecKas
BEHO3Hasl CeTh B MPOCKIMK Bcel koHewHOCTH 88,5 %. [lpu kpaitae Tsoxensix popmax JIMB GoibpHbIe
KAITYIOTCS Ha YBEJIMUEHUE Pa3MEpPOB KOHEYHOCTH (BILIOTH A0 ypoayromei runeprpoduu 100%), He
OMOPOCHOCOOHOCTh MOPAXEHHON KOHEYHOCTH, PAacIpOCTpPaHEHHBIEC INAAKUE U OyrpUCTBIE COCYIU-
CTBI€ TISATHA C TIEPEXO0/IOM Ha TYJIOBHIIE, KPOBOTEUCHHUS U3 Ta30BBIX OPTaHoB (13 mpsiMoid kummku 40 %
u ypetpsl 46,7%). Y Bcex AeTeil OTMEUEHO 3aTPYAHEHHE aJalTallid B COIUYME.

3akaouenne. (MU BEIBO/Ib) BHIIbI OMTepaTHBHBIX BMELIATENBCTB y OONBHBIX C AUCIIIa3Ueii Maru-
CTPAJIBHBIX BEH 3aBUCAT OT aHATOMUU MarvuCTPaJbHBIX BEH: IPH JIETKUX (OpMax IMOKa3aHO yJaJICHHE
WJTU CKJIIEPO3MPOBAHUE MATOJOTHYECKUX BEH, IIPU CPEAHEH M TSHIKEIOW CTENEHSX YHaJISIOTCs TaToo-
TUYEeCKHEe BEHBI M aHTHMOMATO3HbIE TKAHW KOHEYHOCTH, NMPHU OTHOCHUTEIHHO KOMIIEHCHPOBAHHOM OT-
TOKE KPOBH MO0 MaruCTPaJIbHBIM COCYJaM BBITIOJHSIOTCSI OpTONeAnYecKrne Koppekuuu. [Ipu kpaiine
TSDKEJIOW CcTeneHH 3a00JIeBaHusl MPH HEOMOPOCTOCOOHON KOHEUHOCTH BBIMOIHATH PEKOHCTPYKTHB-
HBIE OTIEpalMK HE PEKOMEH]IyeTCsl, TOKa3aHUs K aMITyTallii He0OXOAMMO ONPEAeIIsATh HHIAUBUAYaIb-
HO.
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