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KNAHWUYECKUWE U TEHETUYECKHME
OCOBEHHOCTU AETEN C RAS-TATUAMMU,
OBYCNOBJNEHHbLIMY BAPUAHTAMU B rEHE BRAF
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AKTYyaJIbHOCTBb. RAS-naTnn — rpynmna CHHIpOMOB MHO-
YKECTBEHHBIX BPOXKJIEHHBIX AaHOMAJIMH Pa3BUTHSI C ATOJIIOTHEH
cepaeudno-cocyaucroi cucremsl (CCC) B 60—80% ciryuaes.
[Ipu TOM 1OCTATOYHO M3YyUCHHBIMH SIBIISIOTCS HeHpoduopo-
mato3 [ Tuna, cBsi3aHHBIN ¢ BapuaHTaMu rena NF'I, u cuHAPOM
Hymnan, cBa3annslil ¢ Bapuantamu resa PTPNII. YcTaHOB-
JICHO, YTO Kay3aJIbHblE BapHaHTHl TeHa BRAF daie cBA3aHbI
¢ kapauomuonarusamu (KMII) u TKETBIMI HEBPOJIOTHYECKH-
MH HapyleHusAMH y neteil. OJHaKo 1oKa HeT AaHHBIX OTHO-
CHUTEIJILHO YaCTOTHI Pa3JIMUHbIX CHHAPOMOB RAS-naruif, criek-
Tpa XapaKTEPHBIX AJIS1 POCCHUHCKOM MOMYJSIINU MYTallUi U UX
KOppEJISINA ¢ KIMHUIECKUMH TposiBineHusMu. Hean: ompe-
JIeNINTh KIIMHUYECKHE M TeHETHYECKHEe 0COOCHHOCTH JeTeit
¢ RAS-narusvmu, 00yciioBiIeHHBIMI BapraHTaMHy B TeHe BRAF.

Marepuaasl u Metoabl. KommuiekcHo obcienoBa-
HO 98 OONBHBIX C KIMHUYECKH U MOJIEKYJIIPHO-TEHETHIECKI
MOATBEPKAEHHBIMU CHHAPOMaMHU 13 rpynisl RAS-naruii. IIpo-
BeNIEH aHAIN3 JAHHBIX aHaMHe3a, JJA0OPaTOPHBIX U MHCTPYMEH-
TAJIBHBIX METOJIOB, MOJIEKYJISIPHO-TEHETHUECKOTO 00cIIe10Ba-
HHE C HCTIONB30BaHUEM TEXHOJIOTHH BBICOKOIIPON3BOIUTEIHHO-
TO CEKBEHHPOBAHUS U MPSIMOTO CEKBEHUpOBaHus 1o CaHTepy.

Pesyabrarsl. 113 Bcex o0cnenoBaHHBIX O0MBHBIX ¢ RAS-
narusiMu y 9 (9,1%) nereii Ob1m HASHTH(OUIMPOBAHBI § MaTo-
TeHHBIX W | BapMaHT HEM3BECTHOIO KIMHUYECKOTO 3HAYCHUS
B reHe BRAF. Bce BapHaHTHI SBIISIIUCh MUCCEHC-BapUaHTa-
MH, 60JBIIMHCTBO (44,4%) — 3aTparnBajii KOHCEPBaTUBHYIO
obmactp 3 (CD3) sk30Ha 12. V 8 60ibHBIX OBUI BBISBICH
Kapauno-(}anno-KoXKHBIA CHHAPOM, Yy 1 mamueHTa ¢ paHee
HE ONHMCaHHBIM BapuaHToM c.928A>G, p.T310A — cun-
npom Hynan. Meamnana Bo3pacta IMarHOCTHKHA CHHIPOMOB
cocraBmia 16 (9,5-37,0) mec. OTMeueHbI XapakTepHbIe (heHO-

TUIIMYCCKUE IPU3HAKU: Makporiedaust (n = 7), KOpOTKas mies
(n=17), nebopmarus rpynHON KICTKH (1 = 5), aHTUMOHTOJIO-
UIHBIHA (n = 7) pa3pe3 WiK rumneprenopusM ras (n = 3), nros/
nonynTo3 (n = 2), AUCIIIACTUYHBIE M HU3KOPACIOJIOKEHHBIE
(n = 5) yunble pakoBuHbl. Meauana SDS pocta cocraBu-
na —3,73 (—4,78-2,83). Y Bcex 0ONBHBIX OBUTA aHOMAJIUHU K-
TOJICPMBI: KECTKUE/KYAPSIBBIC BOJIOCH (11 = §), penkue OpoBu
(n=4), runepkeparos (n = 7), aTonuueckuit gepMatur (n = 1),
HU3MEHCHUS AepMaTorTM(UKU WK HEBYCHI (n = 2). Y Bcex Je-
Tell 3aperucTpUpoBaHa 3aJepikKa IICUXOPEUEBOTO Pa3BUTHS,
B nanbHeimem y 7 (77,7%) Oblia TMarHOCTUPOBaHA YMEPCH-
Hasl WM Tpy0ast yMCTBEHHAs OTCTAJIOCTb, y ocTaBIuxcs 22,3%
MaJiblii BO3pacT He MO3BOJIHI OKOHYATEIbHO BEpH(DUIIMPOBAT
JuarHo3. Y 6 G0NbHBIX ObLT BHICTABIECH JUATHO3 «OMIIETICHUS.
Co croponbl CCC yarie (hopMHpOBAJICS CTEHO3 KJiaraHa Jéroy-
HOH aptepuu (n = 8), HECKOJIBKO pexe — runeprpoduueckas
KMII (n = 6), y 1 GoiapHOro mocie Xupypruyeckoro 3aKpel-
THSI CENTANBHBIX 1e(EKTOB CHOPMHUPOBAIACH ANNIATAOHHAS
KMII. Menunana ypoBHsS Mapkepa TSXKECTH XPOHHUYECKOH cep-
JIEYHON HE10CTaTOYHOCTH — MO3TOBOI0 HATPUMYPETHUECKOTO
MenTuaa B KpoBu cocraBmia 427 (278-543) nr/mi.

3akarouenne. RAS-natuu, accoruupoBaHHbIEe C TEHOM
BRAF, B Haleil KOropre XapaxkTepu3yIoTcst 4acTbIM pOpMUPO-
BaHHMEM CTCHO3a KJIaraHa JErouyHoi apTepuu U TUIepTpodIye-
cxoit KMII, aHoManusiMu SKTOAEPMBI, ATIUJIETICHEH, yMCTBEH-
HOM OTCTaJNIOCTBIO M HU3KUM pocToM. Heo0xoanmo BeIsiBIICHHE
HOBBIX MOJIEKYJISIPHO-T€HETHUECKUX MPUYUH ¥ KIMHUKO-TeHe-
TUYECKUX XapaKTEPUCTHK Ul ONTHMH3ALUH aJrOPUTMOB Be-
JieHust 60bHBIX ¢ RAS-natusimu.



