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AxrtyanbHocTh. Cunapom Huiimeren (CH) — cuHIpOM XpOMOCOMHON HECTaOMIBHOCTH C
ayTOCOMHO-PEIIECCUBHBIM THIIOM Hacle[oBaHUs, oOycioBieHHbI Mytauueid reHa NBN,
Haxojserocs Ha 8 xpomocome (8q21-24), 0ocoOEHHO pacpOCTPaHEHHBIN Y CIABIHCKUX HApOOB.
Knuauuyeckn xapakTepusyercs COYETaHWEM NEepBUYHOTO HMMMYHOAE(UIUTA, MOBBIIIEHHON
YYBCTBUTEJIBHOCTH K PEHTICHOBCKOMY U3JIyUYEHHUIO, BBICOKOW MPEApPacHoOKEHHOCTH K
OHKOIIATOJIOTUU M ayTOUMMYHHBIM 3a00seBaHusIM. ATakcusi-Teneanrudkrasus (cunapom Jlyu-bap,
CJIb) — 3aboseBaHuE C AyTOCOMHO-PELIECCUBHBIM THUIIOM HAaCJIEJOBaHMsI, TAK)KE BXO/AIIEE B IPYIILY
MATOJIOTUH ¢ XPOMOCOMHOW HECTaOMIIBHOCTBIO (HapylleHa penapanus 1BoiHbIX pa3peiBoB JJHK) u
cBsi3aHHOe ¢ MmyTtanuei B reHe ATM Ha xpomocome 11q22-23. KnuHudecku XapakTepuszyercs
TSOKENIBIM TEPBUYHBIM HMMMYHOJE(MUIIUTOM, MO3KEUKOBOM JereHepalueld, TeleaHTHIKTa3usIMU
pa3IMYHON  JIOKaIM3alMM, [PEIpacloIOKEHHOCThIO K  OHKOJOIMYECKUM  3a00JIEBaHUAM,
MOBBIIICHHOW YYBCTBUTEIBHOCTHIO K MOHM3HpYyromeMmy uinydenuto. Eciau mpu CH cymectByet
METO/I JIEYEHHSI TTOCPEACTBOM TPAHCIUIAHTAIIMU F€MOIIO3THUYECKOM CTBOJIOBOM KieTku, To ais CJIb
cnenuduueckas Tepanusi OTCYTCTBYeT. TakuMm o0Opa3oM, cBoeBpeMeHHOe BbisiBicHue CJIb
CIIOCOOCTBYET paHHEMY Havaly CHMIITOMAaTHYECKOM Teparuu.

Heab: onenka reorpaduyeckoro pacrpeeieHuss U pacIpoCTPaHEHHOCTH MyTaluil ¢.657-
661 del ACAAA Brene NBN mpu CH n myranuii p.S1383*, p.E1978* B rene ATM npu CJIb y nereii
B 0€JI0PYCCKOM MOMYJISIINAHN.

Marepunansl 1 Meroabl. [IpoBeIeHO peTPOCNEKTUBHOE HcCeNOBaHUE 14 MEOUIIMHCKUX
KapT cTalMoHapHbIX NanueHToB ¢ CJIb u 22 MeaUMIMHCKUX KapT CTallMOHAapHbIX nanueHToB ¢ CH u3
Pecniyomuku benapyce, xotopeie Haxonunuck Ha jedenun B ['Y PHIII «/lerckoit oHkomoruwm,
reMaToJIOTMH M MMMYHOJIOTUNY. [ToMCK reHeTHYeCKMX BapHaHTOB Y JJAHHBIX MAI[MEHTOB BBITOIHSIICS
IIOCPEACTBOM KalWJUISIPHOTO CEKBEHHUPOBAHMUS 1o Courepy u TEXHOJIOTHH
BBICOKOIIpou3BouTeNbHOr0 cekBeHnpoBanus (NGS) meronom ammuinkonoB (Nextera XT) (Illumina,
CILIA).

PesyabTaTsl M X 00cy;KaeHHe. B Xo1e aHan3a JaHHBIX BBIABICHO, 4yTO Y 100% nanueHToB
umeetcs B obenx amiensx reHa NBN onHa u Ta ke myTanus B 6-oM 3K30HE B BUJE€ TOMO3UTOTHOM
neneuuu 5 map ocHoBanuit 657-661 del ACAAA. bonpmas yacts nanueHtoB — 10/22 (45%) u3
Bpectckoii obmactu, 6/22 namnuentoB (27%) uz Morunesckoit obnactu, 3/22 manuenta (14%) u3
I'omenbckoit o6mactu, 3/22 manuenta (14%) u3 Muncka u Munckoit obnactu. B rene ATM y 1/14
nanueHToB (7%) BBISBIEH T'eTePO3UTOTHBIA KoMIayH1 U3 BapuaHToB p.S1383* u p.E1978*, y 1/14
naiueHToB (7%) BoisiBieH BapuaHT p.E1978* B romozurore, y 2/14 nauuentos (14%) — HOHCeHC-
mytarus p.E1978* B rerepo3urorHom KoMIayH/e ¢ IpyruMu Bapuantamu, y 4/14 nauuentos (29%)
BBISIBIICHa HOHCEHC-myTamus p.S1383* B rerepo3urorHoM KoOMIayHAe C JAPYTMMH BapUaHTAMH.
bonbmias vacte mammentoB — 8/14 (57%) wu3 bpectckoit obmactu, 2/14 manumenta (14%) u3
I'omennsckoii obnactu, 1/14 (7%) u3 I'pognenckoii obnactu, 1/14 (7%) n3 MoruieBckoii o0nactu,
1/14 (7%) u3 Burebckoii obnactu, 1/14 (7%) u3 Muncka.

BoiBoabl: camas Beicokas konmeHTpamus caydaeB CH u CJIb mHabmomaercs B 3amajaHBIX
peruonax Pecnyonuku benapych (bpectckast o61acts). Mytanus ¢.657-661 del ACAAA sBisiercs
caMoil yacToil cpeau OOHapYKEHHBIX Yy OelIOpycCKMX NalMeHTOB jaerckoro Bospacta ¢ CH, a
mytanuu p.S1383* u p.E1978* — ¢ CJIb. Takum oOpazom, myrtarus B rene NBN ¢.657-661 del
ACAAA u myrauuun B reHe ATM p.S1383* u p.E1978*, BepositHO, cBsizaHbl ¢ <«3QQeKTOM
ocHoBaress». [lyis paHHEH MOCTaHOBKHM JUarHo3a M Hayaja TEparuu IeJIeco00pa3HO MPOBOAMTH
CKPUHHUHTOBBIE UCCIIEIOBAHMS ISl BBISIBJICHHSI BBIIICYKAa3aHHBIX MYTAllUi, CBS3aHHBIX C «3(pdeKToM
OCHOBATEJIS1», CPEAN HACEICHUs TaHHBIX pernoHoB Pecybnuku benapyce.

358



