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BBenenmne. Penkne MOHOCOMHUM WHTEPCTHIIMAIBHBIX CETMEHTOB JJIMHHOTO IUIEYa XPOMOCOMBI
11 BO3HUKAIOT BCiEACTBUE criopanuyeckoit neneruu (delllq), mubo GpopmMupyrorcs B raMerax HOCH-
TeNs B MeHo3e B Ipolecce cerperanuu cOagaHcUpOBaHHOW MEPECTPONKN — MHCEPLUHHU, U HACIEoy-
I0TCSl TOTOMCTBOM. B MupoBoii niuteparype onucano ~40 mauneHTOB ¢ HHTEPCTUIMAIBLHBIMU JIEJIe-
OUSIMH Pa3HOU TIPOTSHKEHHOCTH, JIOKAIM30BAaHHBIMUA B perunoHe 11q13g22, koTophie MPOSBIISIOTCS
BPOXKJICHHBIMH aHOMATHSIMU PAa3BUTHUS U YMCTBEHHOH oTcTanocthio (YO). BBuny paznuuuii B 10Ka-
JU3alUH ¥ pa3Mepe yTpaueHHOTo XPOMOCOMHOTO Marepuana, (eHOTHI KaXKI0To BapuaHTa MOHOCO-
mun 11q TpeOyeT yTouHeHHUS.

Henp wuccienoBaHusl. NPOBECTH AHAINW3 KIMHUYECKHX INPOSBICHUM IIpM MOHOCOMHHU
11q14.1g22.1 mo coOGCTBEHHOMY M OITyOJMKOBAHHBIM HAONIONEHUSM JJI YTOUYHEHUS (PeHOTHUIHYe-
CKOTO CIIEKTpa peAKol GopMbl ArcOanaHca U ONTUMH3AIMHA PAaHHEH AMarHOCTUKH XPOMOCOMHBIX 3a-
OoneBaHui.

Marepuajnbl u MeToabl. CeMbsi 00parTuiach Ha MEIHKO-TeHeTH4YecKyto KoHcynabramuio (MI'K)
JUIs yCTAHOBJICHUS IPUYMHBI BPOXKJICHHBIX HApYILICHUH Pa3BUTHs y peOCHKA U IPOrHO3a IOTOMCTBA.
Hcnonp3oBaHbl KIMHUKO-TeHeanornueckui, nuroreHerndeckuit (GTG-banding), MonexymnspHO-Te-
Hernueckuit (MLPA) metonbl. [l onleHKH napaMeTpoB (pU3UUECKOro pa3BUTHS NpoOaHaa UCTIONb-
3oBasnack nporpamma BO3 «Anthroy». BeinoiaHeHn cpaBHUTENbHBIN aHAIN3 IPU3HAKOB, OTMEUEHHBIX Y
pobaHja, ¢ JaHHBIMU PaHEe OMMCAHHBIX MALMEHTOB CO CXOOHBIM AMCOAIaHCOM, 00yCIOBICHHBIM
criopaamdeckoit (de novo) XpoOMOCOMHON MyTaITueH.

PesyaswTatsl. [Ipu npoBenennn npeHaTaiabHbIX YIBTPa3BYKOBbIX HccnenoBanuii (¥Y3U1) mapke-
pPBI ATOJIOTHH ILJIOJA HE BBIABJICHBL. IIpobaHa — MalnbuuK, poAauics B 38 Heaelnb TecTalHuH C
Maccoit 2900 r., anuHoi Tena 49 cM. OTMedeHb! YepenHO-INIEeBbIe TUCMOP(UH, pacIleInHa TBEP-
JIOTO W MATKOTO HeOa, cuHAakTIaus 2, 3 crom. [lepuunas MI'K mpoBeneHa B 2-MeCSIIHOM BO3-
pacte B cBsi3u ¢ mopokamu pa3sutus. B kapuorune (GTG, 550 band) oOHapyskeHa nepuBaTHBHAS
xpomocoma 11 (derll). B cBsi3u ¢ 3aepKKOH pOCTa U PEUYeBOro pa3BUTUs PEOCHOK MOBTOPHO OC-
MOTpEH B Bo3pacTe 3 neT. AHTpomomeTpuyeckue nanuble: macca 10,7 xr. (Zzu=-2,44.), poct
84 cM. (Z3u=-3,45), oKpyKHOCTH TONOBHI 49 cMm. (Z3H=-0,33). MoTOpHOE pa3BUTHE HOPMAIHHOE.
@denorun: o0beMHasi MO3TOBasi 4acTh Yepera, TPEyroybHOE JINIO, KPYIHbIE JUCMOP(QUYHBIE YIII-
HbIC PAKOBHHBI, Y3KHE TOPU30HTANIbHbBIC TJIA3HBIE LICJIH, JTHUKAHT, YHOPTAIIbM, KOCOTrIa3ue, ru-
MEePMETPOMNHUSl, TPU3HAKK YaCTUYHOW aTPOPHUU 3PUTEIBHBIX HEPBOB, KOPOTKUH HOC C BBICOKOH
CHMHKOW U TOJICTBIM KOHYUKOM, JUIMHHBIH MJIOCKUH GUIABTP, MUKPOTECHHS, KOPOTKasl LIesl, JIerkKas
OpaxuMeszodalaHTusg KUCTEH, MUPOKUHA MEXKTANBIEBbIN MPOMEKYTOK 1, 2 Ha cTONax, CHHIAKTH-
nus 2, 3 crom. Ilo nanaeiM Y 3U mopokoB cepiia, modek, OpraHoB OPIOIIHON MOJIOCTH HE 0OHApY-
JKEHO.

Hus yrounenust moposiorun derll mpoBenen ananu3 npometadasusix xpomocom (GTG, 800-
band). Hanmuame cyoTenomeproro pernona 11q moaresepxkaeHo meroqom MLPA, nenenus knaccudu-
LUpOBaHa Kak MHTepcTULuanbHas. Kapuorunel pomuteneil HopmanbHble. Kapumorun mnpobanpa:
46,XY,del(11)(q14.1g22.1)dn.  [IumarHo3: XpoMocomHas 0O0JIe3Hb, CEIMEHTHasi MOHOCOMHUS
11q14.1922.1, cnopangnueckast MyTanusl.

BrlnonHeH anann3 npu3HakoB MOHOCOMMH pernoHa 11q14.1922.1 no npencrasienHomy u 11 omy-
OJIMKOBAaHHBIM HAOMIOACHUSM IMALUEHTOB C OIM3KHMHU IO pa3Mepy CIOPaJUueCKUMH JEJICLHUSIMU:
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11q13.4. 21 [1], 11q14921~22 (5 cmyqaes) [2], 11q14q22 [3], 11q14.1q22.1[4], 11q14.2q22.1 [5],

11q14.2q22.3[6], 11q14.3922.3 [7].

YcTaHOBIIGHO, YTO KIMHUYECKHE MPOSIBICHUS HHTEPCTULUANBHBIX ACNEH, JOKaJIU30BaHHBIX B
pernone 11ql14q22 nHecnenuduUHbL, XapakTEpU3YIOTCS BBIPAKEHHBIM NoiuMopdusmom. B mpuse-
JIEHHOW TPyIIe MAIMeHTOB OOIMMMH MpU3HaKamMH aucOanaHca sBistorcs YO (OT Jierkoii 10 BhIpa-
JKEHHOM ), 3a/IepKKa peur, HATMYHE JIUIEBBIX TucMopduii (coueTanusi Mpu3HAKOB y MAIMEHTOB pa3-
JINYaroTcs). Y 4acTu OOJIBHBIX BBISBICHBI HU3KOPOCIOCTh [3, 5, 7, coOCTBeHHOE HaOIIO/ICHUE |, MU-
kpornedanus [4, 5], petuHomnarus [4, 5, cOOCTBeHHOE HAOIIOCHHE |, paclielinHa HeOa/pacilernicHue
si3pIYKa [5, 7, coOCTBeHHOE HAONIO/IeHUE |, aHOMaUH ToueK [2, 5]. B eMMHUYHBIX CIydasx ONMHCaHbl
rumnoriasus runodusa [7], komodoma [3], karapakra [5], maxoBas rpeika [ 1], CKoIH03, KOCOIAOCTh
[5], cunmaktmmst 2, 3 ctom (COOCTBEHHOE HAOMIOICHNE).

[Tockonbky nenenus y npobaHaa siBISIETCS CIAEICTBUEM CHOPAJANYECKON MyTallMH, PUCK MTOBTOP-
HOTO POXJIEHUS IOTOMCTBA C TAKMUM IUCOAIaHCOM B CEMbE HU3KHUU (HOMYJISIIIMOHHBIN).

3akiwuyeHue. B oTiinune OT MOHOCOMUHU TEPMUHANIBHBIX cerMeHTOB 11q23qter, u3BecTHOU Kak
cuanapom Jacobsen (OMIM 147791), mpu HHTEPCTHIHAIHHBIX MOHOCOMHMSIX, BKITIOUAIOITUX yIaCTOK
11q14q22, cnennpuyeckuii naTTepH CUMIITOMOB B HAcTOsIee BpeMsl He BbiaeneH. OOImM npu3Ha-

KOM JaHHOH XpOMOCOMHOH marojoruu asisietcss YO, Tsokensie (OpMbI TOPOKOB M paHHSIS JIETallb-

HOCTb HE XapakTepHbl. [IpencraBiser nHTEpec OLEHKAa TUArHOCTHYECKOW 3HAYMMOCTH TaKUX MpPH-

3HAKOB KaK paciienHa Heba M aHOMalliu Pa3BUTHI 3pUTENBHOTO aHanu3aropa. s yrounenns de-

HOTHITUYECKOTO CIIEKTPa HEOOXOAMMO HAKOIICHHE HH(OPMAITHH O MAIMEHTaX ¢ TAKKUM JIUCOATaHCOM.
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