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CASE REPORT
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[MpOTSKEHHbIE MAM «COMpPsKeHHble» reHHble cHAPOMbI (CGS) — 3ab6oaeBaHMs, 0OYCAOBAEHHbIE XPOMOCOMHbBIMI HapYLIEHUSIMM:
AeAeLnsIMU, AYDAMKALIMSIMU MAKM APYTUMM CAOKHBIMU NEPeCTPOKamiu, KOTOpbIE NMPUBOASIT K HapyLIEHUSIM A03bl reHa. BHauane (a0
BbISICHEHWS! UX XPOMOCOMHOM MPUPOAbI) OHM MOTYT AMArHOCTUPOBATLCS KakK MOHOrEHHble 3a60AeBaHMS B 3aBUCUMOCTM OT BEAY-
LEero KAMHMYECKOrO CMMMTOMOKOMIAEKCA. MI3MEHEHHBIV NPU AQHHBIX COCTOSIHUSIX XPOMOCOMHbIA y4acTOK OObIYHO MMeEeT pa3mep
MeHee 5 Mb 1 He Bceraa MAeHTUMUUMPYETCS MPU CTaHAAPTHOM aHaAKM3€e KapuoTuna. B KAMHMYeCKO KapTUHe y NMalMeHTOB Nnpo-
SIBASIOTCS MPU3HAKM 3aD0AEBaHWI, CBA3aHHBIX C KaXKAbIM OTAEAbHbIM MOHOT€HHbIM COCTOsSIHMEM. [TprMepoM Takoro cMHApoma
sBAsieTCst Xp21-ConpsiKeHHbIA FreHHbIA CUHAPOM, MAM HEAOCTAaTOYHOCTb KOMMNAEKCA rAMLepoAknHassl (HIK) (MIM 300474) [1—3].
B pernoHe Xp21.2—p21.3 pacnoAo>eHbl APYT 3a APYrOM reHbl FAMLEPOAKMHA3bl (GK), BPOXKAEHHOM MMMOMAA3nu HaANOYEUHNUKOB
(NROB1) n auctpocmnna (DMD). Aeneunn yqacTka X-XpOMOCOMbI MOXET MPUBOAUTD K Pa3BUTUIO HECKOABKMX MOHOTE€HHbIX 3a60-
A€BaHWM Y OAHOTO MaLMeHTa, B TOM YMCAE NEPBUYHOM HAANOYEYHMKOBOM HEAOCTAaTOYHOCTU C FMMOrOHAAOTPOMHbBIM MMMOrOHAAM3-
MOM B pe3yAbTaTe aereunn reHa NROBT, muoanctpocbum AoweHHa (MAn 6oaee AerKoro BapuMaHTa — MUoancTpodumn bekkepa) B
pe3yAbTaTe AeAeLMM FreHa AUCTPOdPMHA, YMCTBEHHO OTCTAAOCTH B pe3yAbTaTe aereunn reHa GK.

MpeacTaBAsieM KAMHMYECKOe HabAIoAEHME — CAYYal COYeTaHMs MMOMaTHK, HAAMOYEYHUKOBOM HEAOCTATOYHOCTU U YMCTBEHHOM
OTCTAAOCTH, CBSI3aHHbIN C AeAeunein Xp21.

KAto4yeBble choBa: HaAMoO4Ye4YHUKOBasi HEeAOCTaTO4YHOCTb, MMOAMCT[)O(PMH AIOLLIGHHa, Aed)eKT TAMUEePOAKMHAa3bl, Aenelms Xp27.
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Contiguous gene syndromes (CGS) are the disorders caused by chromosomal abnormalities: deletions, duplications, or other com-
plex rearrangements that alter gene dosage. Initially, before their chromosomal nature is elucidated, they may be misdiagnosed as
monogenic disorders depending on the leading clinical symptom cluster. The altered chromosomal region in individuals with this
condition is typically less than 5 Mb in size and sometimes cannot be identified by conventional karyotyping. Patients present with
signs of the diseases associated with each individual monogenic disorder. The Xp21-linked genetic syndrome, or glycerol kinase
deficiency (GKD) (MIM 300474), is an example of this syndrome [1-3]. The genes coding for glycerol kinase (GK), congenital ad-
renal hypoplasia (NROBT), and dystrophin (DMD) follow each other in the Xp21.2—p21.3 region. Deletions of an X-chromosome
region may cause several monogenic disorders in one patient, including primary adrenal insufficiency and hypogonadotropic
hypogonadism as a result of deletion in the NROBT gene, Duchenne muscular dystrophy (or a milder form, Becker muscular dys-
trophy) resulting from deletion in the dystrophin gene, and mental retardation as a result of deletion in the glycerol kinase gene.

We report a case of concomitant myopathy, adrenal insufficiency, and mental retardation linked with deletion of Xp21.

Keywords: adrenal insufficiency, duchenne muscular dystrophy, glycerol kinase deficiency, deletion of Xp21.

BrnepBbie qaHHBINA CUHIPOM ObLT ornucaH B 1977 1.
E. McCabe u coaBr. [1], KoTopble HabOIOIaIM ABYX Opa-
TheB 2 U 5 JIET C TIOBBIILIEHHOI 3KCKpelrell TJuLeprHa,
3a1ep>KKOI pocTa, YMCTBEHHOI OTCTaOCThIO U OCTEO-
mopo3oM. ITo3xke y HMX ObLja BBISIBJICHA HAAMOYSUHM-
KOBast HEAOCTaTOYHOCTh U Muonartus [2]. B. Wieringa u
COAaBT. [3, 4] BBISIBWIM IeJELUIO ydacTKa X-XPOMOCOMBI,
COOTBETCTBYIOLIEH JoKycy Xp2l B cembe, OMMCaHHOMI
paHee, y OpaTheB ¢ KOMOMHaILMeir Mmuonatuu JioieH-
Ha, TUIIOILUIa3UM HAAIIOYEYHUKOB M HEIOCTATOYHOCTU
IIMLEepoJIKMHA3bl. B ganbHeliemM ObLIM OonmyOaMKOBa-
HbI HOBBIE ciiydyau [5—7] KoMOMHUPOBAHHOI HeAOCTAa-

TOYHOCTH TJIMLEPOJKMHA3bI, HAAITOYEYHUKOBOI HETO0-
craroudHoctu (HH), muonatuu ¢ neneuumeit Xp21.3—
p21.2.

Ha ceromHsiniHuii 1eHb B IMTEPaType OMKUCAHO OKO-
J0 100 6onbHBIX U3 78 ceMell ¢ JaHHBIM CUHIPOMOM U
Pa3IMYHBIMU 110 TIPOTSKEHHOCTH ACICIUSIMU, Y KOTO-
PBIX UMeeTCsl coueTaHue Muonuctpoduu JomeHHa u
nepsuyHoit HH, a Takxxe npyrue niposiBienus (B 3aBu-
CUMOCTHU OT Habopa JAeJeTUPOBAHHbBIX TeHOB) [8].

Cneunduyeckoro u apHeKTUBHOTO JeYEHUS] MUO-
nuctpoduu JolleHHa B HacTosilliee BpeMs He CyIlle-
CTBYET, XOTs Npeanocbuiku umetorcs [8—10]. IlepBuy-
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KAMHWYECKMI CAYHAN

Hast HH npu cBoeBpeMeHHOI TMarHOCTUKE MOXKET ObITh
YCHEIHO KOMIIEHCMpPOBaHa 3aMECTUTENbHON TropMo-
HaJbHOW Tepanueil. TeM He MeHee MpU MO3AHeN aua-
THOCTHUKE U HealleKBaTHOM JICUEHMH HEePEIKON MPpUIm-
HOM CMEpTU MaLMEHTOB SIBJISIETCS OCTPBIN ampeHaso-
BBIA KpU3.

IlepBuuynas HH y mnamueHTOB C AeneuusiMu
X-XpOMOCOMBI CBSI3aHa C TUIOIIa3Ueil HaAMOYEYHU-
KOB B pe3yJibTaTe AeaeTupoBaHusi reHa NROBI, pacno-
JIoxkeHHOTo Ha 3ToM yuyactke. HH B 3Tux ciyyasx, kak
MPaBUIO, MPOSIBASETCS Ha IIEPBOM MecCsle KU3HU
COJIbTEPSIIOIIMM KPU30M, OTCYTCTBUEM Habopa Macchl
Teja, YaCThIMU CPBITUBAHUSIMU, KpUNTOpxu3MoM. Ofn-
HaKO OIMMCAaHO MHOTO cllydyaeB Mo3aHel (mocie 3 JieT)
MaHupectanuu cumnroMoB HH [8]. [laHHbI BapuaHT
HH couetaeTcsl ¢ runmoroHagoTpOMHbIM TUIIOTOHAIU3-
MOM, KOTOPbIi MOKHO YCTAaHOBUTh TOJbKO JIMOO B Iie-
pUOI MUHU-TTyOepTaTa B IIEPBbIe MECSIIbI XKU3HU, JTUOO
yKe B MyOepTaTHOM Bo3pacTe. XOTsI BHYTPUYTPOOHBIt
JNedUIUT TOHaAOTPONIMHOB U TECTOCTEPOHA YacTO MPU-
BOIUT K KPUIITOPXU3MY, BO3MOXHO, IpaBUJIbHOE
CTPOEHWE HAPYKHBIX ITOJOBLIX OpraHoB [8]. B Tabmue
MPUBEAEHbI KIIMHUYECKUE MPOSIBICHUS U MaTOreHETH -
YeCcKHUe MEeXaHM3Mbl KaXJ0ro U3 3a00JeBaHU, BXOIsI-
IIMX B TAHHBIA CUHIPOM.

AMarHoCcTMka KOMNOHeHTOB 3ab0AeBaHUs

IMepBuunasi HH auarHocTupyeTcsi Ha OCHOBaHUU
HU3KOr0 YPOBHSI KOPTHU30JIa B COYETAHUM C BBICOKUM
ypoBHeM AKTT mim Hu3Koro ypoBHS KopTusoia (<500
HMOJIb/JT) IPU TIp00OE C CHHAKTCHOM.

'MmoroHamOTPONHEBIN TUIOTOHAIU3M IUATHOCTH-
pyeTcs TONIbKO B Iepuoa MUHU-IyOepTara (10 6 Mec y
MaJIbYMKOB) WJIU TIocje 13 j1eT Ha OCHOBaHWM OTCYT-
CTBMSI KJIMHWYCCKUX TPU3HAKOB IIOJIOBOIO PAa3BUTHSI,
HuzKoro ypoBHs JIT', @CI u TecTocTepoHa, OTCYTCTBUS
noeimeHust JIT' 1 @CT npu BBeneHnn aHajgora [HPT.

OnpeneneHne TAUIEPUHA B MOYE — OBICTPHIN, TIPO-
CTOI METOI TMAaTrHOCTUKY HEAOCTATOYHOCTH TJIUIICPOJI-
kuHa3bl (HI'K). [uiiepuH 1eTko MoXeT OBITh 00HAPY-
xkeH metogoM I'X-MC mpu CKpWHHMHTEe Ha OpTraHWde-
ckue auuaypuu [11].

Onucanume cayyas

Manbyuk OT HEPOACTBEHHOI'0 OpaKa pOIUJICS B CPOK
myTeM KecapeBa ceueHust ¢ Maccoit Tena 3000 r (SDS
—1,34) u nnuHoit tena 50 cm (SDS —0,38). Ouenka mo
mKane Anrap cocraBuia 7—8 6amnoB. [1pu poxneHun y
pebeHKa ObUT BBISIBJICH JIEBOCTOPOHHUI KPUIITOPXU3M.
Ha 18-11 neHb >k13HU peOeHOK ObLT TOCTIUTAIM3UPOBAH B
OTJIeJICHUE MaTOJOIMU HOBOPOXICHHBIX B CBSI3U C KJIM-
HUYECKMMU TIpU3HAKaMU T'€Hepaau30BaHHBIX CYIOPOT,
T€HEPAJIM30BAHHOU BE3UKYJIOIYCTYJIE3HOU CHIINU.

B nanpHeiiimemM oTMevanach pe3kas 3anepkKa IcH-
XOMOTOPHOTI'O Pa3BUTHSI: HaYaJl CUIETh ¢ 9 Mec, CTOSITh €

DOI: http://dx.doi.org/10.14341/probl2017635329-333

2 JIeT, XOOuTh ¢ 4 JIeT, TOBOPUTh OTIEIbHbIE CJIOBa C
3 neT. 3agepkKa IICUXOMOTOPHOIO Pa3BUTHSI paCLIEHM -
BajlaCh KaK IIPOSIBJIEHUE OPTraHMYECKOro IMOPaKeHUsI
IHHC u gerckoro nepedpaiabHOro rnapaiuya. MHoOro-
KPaTHO OIIPENe/sUIOCh IOBBIIICHUE YPOBHS IEYeHOY-
HbIX TpaHcamuHas 10 150—200 En/n, yto pacueHuBa-
JIOCh KaK TeMaTUT HesICHOM 3Thojiornu. PebeHok moty-
yaJl ypPCOAE30KCUXOJIEBYIO KUCIOTY. BUpyCHBIE TenaTu-
ThI OBbUIM MCKJIIOYEHBI. JlaibHeiilee obcaenoBaHe He
MPOBOJIUJIOCH.

B cemeitHoM aHaMHe3e OTCYTCTBOBaJIM KaKKe-JI100
3a00JIeBaHMsI HEPBHOI CUCTEMBI WM APYTUE TsDKEJIbIe
3a00JieBaHUs. MaabuuK ObLUT €IMHCTBEHHBIM PEOEHKOM
B CEMBE.

B Bo3pacte 3 et 8§ Mec Ha (hoHE OCTpoOil pecriupa-
TOPHOI BUPYCHON MHMEKIMU Yy MaJbuyuKa pa3BUIach
HEYKpOTHMMasl pBOTa, BSJIOCTh, MOTepsl co3HaHus. [1pu
0o0ceoBaHMM  ObUIM  BBISIBJIGHBI  TUIIEPKAJIMEMUSI
(6,3 Mmosib/i1), runoHaTpremust (129 MMOJIb/J1), BBICO-
kuit ypoBeHb AKTT (380 rir/mi1), 4To CBUIETEIHCTBOBA-
0 o nepsuuHoii HH. YpoBeHb KopTu3oia cocTaBisiia
407 HMOJb/J, OOHAKO MCCIEOOBaHUE, TTO-BUIUMOMY,
OBLIO ITPOBEIeHO Ha (hOHE TePaIUU [NTIIOKOKOPTUKOM 1A~
MM, YTO CHMKAeT MH(POPMATUBHOCTD pe3ysbraTta. bbuta
Ha3HauYeHa MOCTOSIHHASI 3aMEeCTUTE/IbHAsI Teparusl TJI0-
KOKOPTUKOUAAMU [TUAPOKOPTU30H (KopTed) B H03€
6 Mr/m? ¢ maJbHEHIINM YBEJIWYEeHUEM N03bI 10 14 mr/
M?|, mpenapaThl MUHEPAJIOKOPTUKOUIOB HE Ha3Haya-
nuck. Ha (poHe neyeHus He 6bu10 puzHakoB HH, kpo-
Me BBIPaK€HHOM MBIIIIEUYHOM CI1ab0CTH.

B 6 ner manmeHT BIiepBble MOCTYNUI B MHCTUTYT
nerckoit sHmokpuHosoruu SHI. TTpu ocMoTpe obpa-
111aJ10 Ha ce0s1 BHMMaHue oTcTaBaHue B pocTe (poct 103,3
cM, SDS pocta —2,89), ocobeHHOCTU (heHOoTUMa (TUMOo-
TEJIOPM3M, MUKPOTHATUSI, JIOIIOYXOCTh), 3alepKKa TICH-
XOMOTOPHOT'O Pa3BUTHS, CITACTUYECKUIT TeTpariapes, oT-
CYTCTBHME JIEBOTO SIMYKA B MOIIIOHKE 1 B [TAXOBOM KaHaJIe.
KoxxHble MOKPOBBI ObLIM CBETJIBIMU 0€3 TMIIePITUTMEH-
Tauyyu. MaJlbyuK ObUI OYeHb MaJIOIOABMIKHBIM, Heak-
THBHBIM, B OCHOBHOM CHEJ Ha KpOBAaTH, OTMEYaIUCh
M3MEHEeHUE TOXOIKHM (XOAWJI Ha BBIMPSIMJIEHHBIX HOrax
«Ha HOCKax», «yTMHas» MOXO/IKa), OTMeYascs MOSICHUY-
HBII JIOPI03, MBIIIIEYHAas! CJIa00CTh, TUIIEPTPOGUS NKPO-
HOXHBIX MBIIIII, HE MOT CAMOCTOSITEIbHO IOAHSTHCS U3
TTOJIOXKEHMSI CUJISI WUTH JIeXKa, TTOIHUMAJICS 13 TOJIOKESHUST
Ha KOJICHSIX, OIMPAasiCh Ha PYKU U C TIOCTOPOHHEI TTIOMO-
1Ib1O (TosIoXKUTEIbHAs Ipoba ['oBepca).

B 6roxuMuyeckoMm aHaiM3e KpOBU ObLIO BbISIBICHO
noBbiieHue ypoBHst ACT no 154 En/n, AJIT no 218 En/m,
JIAT no 811 En/n, KOK no 21 725 En/n, tpuriviepu-
IIOB 110 5,29 MMoJib/1. OOLIMIA XONeCTepUH, KpeaTUHMH,
MOYEBMHA, O0IIMI OUIUPYOUH U 2JI€KTPOJIMUTHI OCTaBa-
JIUCH B Ipeaeax HopMmaabHbIX 3HayeHuii. [Tpu Y3U op-
raHOB OPIOLIHOM MOJOCTU ObLIO OOHAPYKEHO YBeauye-
HUe IeyeHn 6e3 M3MeHeHUIi ee cTpyKTyphl. Ha ocHoBa-
HUU MPOSIBACHUN MUOAUCTPOGUU U PE3KO MOBBIIICH-
Horo ypoBHsa K®K 6bu1a 3anogo3peHa muonatus. [To-

330

FPOBAEMbI SHAOKPMHOAOIMI 2017;63(5):329-333



DOI: http://dx.doi.org/10.14341/probl2017635329-333

Cocrasasiiomme Xp21 cOnpsKeHHOro reHHOro CUHAPOMa

CASE REPORT

buoxumunyeckue
3aboJjieBaHNe I'en DyHKIMSA Knunuueckue nposiBiaeHust
MapKepsbl
HenocratouHoctb GK (MIM  ®ochopunupoBanue ruie-  FOHomieckas (cumnTomarnieckasi) dopma  IloBbllieHre KOHIIEH-
KOMILJIEKCa TJIULIepUH- 300474) puHa B AT®-3aBucumoit pe- HI'K obGyciioBieHa TOYeUHBIMU MYTALIMSIMU B TPALIMK DJIMIIEPUHA B
KUHAa3bl aKLUU reHe GK, 4ToO CTAaHOBUTCSI MPUYMHOMN SMU30- Moue
JIMYECKOI PBOTHI, alli03a U YXYALIEHUS CO-
CTOSIHUSI LIEHTPaJIbHOM HEPBHOI CUCTEMBI,
BKJIIOYAsl CTYIIOP U KOMY.
B3spocnas (6eccumnromHuas) popma HI'K
TakKe 00yCJIOBJIEHA TOUCUHBIMU MYTALIUSIMMU.
D10 «100pOoKayecTBeHHast» (popma. Moxer
OBITb BbIsIBJIEHA CJIy4ailHO MPU AMarHOCTUPO-
BaHUU MCEBAOTUIIEPTPUIIIMLEPUAEMUN
Muonarus diomieHHa DMD Konupyer 6e10k aucrpo- [porpeccupyroras npokcumasbHas cia- Bricokuii ypoBeHb
(uH, ABIAIOIMIACS CTPYK-  OOCTb MBIILILL HOT 1 Ta3a, CBSI3aHHasI C TIoTe- K®K B xpoBu
(MIM TYPHOIi COCTABJISIIOLIEH MBI-  peii MBILIEYHOI MacChl, TOCTENIEHHOE BOBJIE-
300377) LIEYHOU TKAHU 1 O0eCTieu-  YeHUe MBI BEpXHUX KOHEYHOCTE, TyJI0-
BAIOLLUII CTPYKTYPHYIO CTa- BUILIA, NIceBAOTUNEepTpodus (yBeaudeHne
OUIBHOCTb TUCTPODUH- VMKPOHOXHBIX U I€IbTOBUAHBIX MBIIILL), HU3-
ACCOLIMMPOBAHHOTIO TNIMKO-  Kasi BBIHOCJIMBOCTD, TOJIOXKUTEbHAS TPoda
MIPOTEMTHOBOTO KOMILJIEKCa loBepca. boabIIMHCTBO MALMEHTOB, AaXe
(AT -xomrutekc) crapie 12 1eT, He MOTYT NepeaBUraThes 6e3
WHBAJIMIHON KOJISICKU
BpoxxnenHas runo- DAX1 YyacTByeT B IpaBUJIbHOM ITepsuunast HH c pannero Bo3pacra B coue-  Hu3skuil ypoBeHb KOp-
IJ1a31s HaIIOYeYHU - (NROBI) (opMMpOBaHUM HAAIIOYEU- TAHUM C TUIIOTOHAJOTPOMHBIM TMIIOTOHAIU3- TU30J1a, BEICOKMIA ypo-
KOB (MIM HMKa. YHUKaJIbHas QyHK- MOM (4acTo KpUNTOPXU3M Npu poxaenun)  BeHb AKTT, Beicokuit
300473) uust NROBI Kax si1epHOTO YPOBEHb PEHUHA, BbI-

pelenTopa B TOM, YTO OH
peryaupyeT CUHTe3 OeJika,
WHTUOUPYIOIETO TPaHC-
KPUITLIMIO TPYTHX SIIEPHBIX
pEeLenTOPOB

COKMI ypOBEHbB KaJlusl,
HU3KUI ypOBEHb Ha-
TpUsl B KDOBU
Huskuit yposens JIT,
DCT, TectocTepoHa
(M3MepsIoTCs y Mof-
poctka nocie 13 ser)

Ka3aTey Urojib4aToil Muorpachuy MBI HUXKHUX KO-
HEYHOCTEl TakXe COOTBETCTBOBAJIM  MPHU3HAKAM
MUOIaTUM. brplna 3amomo3peHa HacaeACTBEHHAs MUO-
nuctpodus [diomieHHa (MM ee Oojiee JIETKUM Bapu-
aHT — mMuoaucTpodusa bekkepa).

Ha momeHT o6cnenoBaHus peOeHOK MoyJa Tepa-
nuio kopredom 14 Mr/m?, ipenaparbl MUHEPaJIOKOPTH -
KounoB He nonydan. YpoBeHb AKTT Ha ¢oHe neyeHus
kopTtecdoM ObL1 20 Tr/MJI, YpOBeHb MPSIMOTO pEeHUHA
3HauuTebHO MmoBkIieH (325 MKME/Mi). bruta mpoBe-
JeHa Mpoba ¢ CUHAKTEHOM Ha (poHE CHIDKEHUS MO3bI
kopteda 1 3aMeHoii ero Ha iekcaMeTa3oH. Makcumab-
HBII YPOBEHBb KOpTH30Jia Ha hoHe mpoosl 109 HMOIb/1,
YTO MOATBEPANIIO TIEPBUYHYIO XpoHUUYecKyo HH.

YuuteiBag Halmnuve y Majabuuka nepsuyHoii HH,
KOTOpasi IMPOSIBUJIACH B BO3pACTe 10 S5 JIET, U MOpaXKeHMe
HEPBHOI CUCTEMBI, IPEXKIE BCET0 HEOOXOIMMO OBLIO UC-
KJTIOYUTH X-CLEIJIEHHYIO agpeHoneiikonuctpoduio. On-
HAaKO HaJM4yue KPUITOPXM3Ma B COYETAHUU C MUOIM-
ctpodueii JliolieHHa U YMCTBEHHOM OTCTaJOCTbIO ITO-
3BOJIMJIO Cpa3y MPEAOJIOXUTh BPOXICHHYIO TMIIOIUIA-
3110 HAAIIOYEYHUKOB B pe3yibTaTe nedekra reHa NROBI.
VYuuTteiBas 0J1M3KOE pacriojioXeHne TeHOB TUCTPO(UHA U
IIMLEPONKUHA3bl K TeHy NROBI, Mbl TIpeAIONOXUIN
HaJIM4Ke JeIelUr y4acTKa X-XpOMOCOMBI, CofepKallle-

ro 3TH TeHHbI. JeeKToM MULEePOTKIMHA3Bl MOXKXHO OBLIO
OOBSICHUTD 3a[€PXKKY IICUXOMOTOPHOI'O Pa3BUTUS U Bbl-
COKMI1 YPOBEHb TPUIIULIEPUIOB (IICEBIOTPUTIMLIEPUIE-
MUSI; IMLEPUH CTaHAaPTHBIMU METOIAMMU OIIPEICIISIeTCSI
B KpOBM Kak Tpurinuuepunbl). JledekroM reHa aucTpo-
¢rHAa MOKHO OBIIIO OOBICHUTH MUOIIATHUIO, 2 TOYHEE MbI-
HIeyHyto nuctpoduio JromnieHHa.

ITpu I'X-MC opraHnyeckux KHUCJIOT MOYM ObLIO
BBISIBJICHO YBEJIMYEHUE KOHIEHTpALIMU IJIMLEpPUHA
(389,74 MM/M) u kpeatuHuHa. [ToBbIIIeHEe KOHIICH-
Tpauuu rnuueprHa xapakrepHo mist HI'K. B 6azax maH-
HBIX http://metagene.de u http://www.hmdb.ca ypo-
BeHb raunepuHa npu HI'K cocraBmser or 90 mo
28 000 MM /M.

Bri0 monydyeHo 1oO6poBOIBLHOE cOryIacue POIUTE-
JIel MallMeHTa Ha FeHeTHMYecKoe KccliefoBaHue. B pe-
3yJIbTaT€ XPOMOCOMHOIO0 MMKPOMATPUYHOIO aHajIu3a
(mukpoMmarpuia Cytoscan HD, Affymetrix, CIIIA) BbI-
sIBJleHAa TIeMU3MIOTHasl MHeJIelMsl yd4acTKa KOPOTKOTO
rieya X-XpoOMOCOMBI € TTO3ULINK 27242551 1o mo3uunun
32110378, 3axBarbiBatomiasg pernoHbl Xp21.1—p21.3,
pasmep neaeunu coctaBui 4 867 827 m.H. Monekyisip-
Hblii Kapuotunl (cormacHo ISCN 2016): arr[hgl9]
Xp21.3p21.1(27242551_32110378)x0. B paitone nucoa-
JaHca pacriojoxeHbl reHel: MAGEBIO, ILIRAPLI,
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Aereuns Y4acTka KOPOTKOro naeva X-XpOMOCOMbI.

MAGEB2, MAGEB3, MAGEB4, MAGEBI, NROBI, GK,
TAB3, FTHL17, DMD (cM. pUCYHOK).

OO0cyxaenune

Penkue HaciencTBeHHBIC 3a00¢BaHUS YacTO MUa-
THOCTUPYIOTCSI C OOJIBIITM ONO3AaHKeM. Y HAIleTo Ta-
IIMEHTa OBLIa IMMO3THO AWATrHOCTHPOBAHA MHOIMCTPO-
¢us JlomeHHa, KOTOPYIO OIMMOOYHO MPUHUMAIHN 3a
IETCKUM IIepeOpabHBIN Tapaand. XOTS TepBAYHAS
HH 6nu1a yctaHosneHa B 3 roma 8 mec, nuddepeHIIn-
ATbHO-ANATHOCTUYECKOTO TIOMCKA €€ TIPUIMHEI HE TIPO-
Bomioch. CoueTaHne MopaXkeH!sT HepBHOM CHCTEMBI C
HH mo3BoJsteT nmpeamnonarat CHHAPOMAIBHYIO TTaTOJIO-
riio. C TTOMOIIBIO CIIEIUAINCTa-TeHETUKA Ha OCHOBA-
HUU aHaJi3a KIMHUIYCCKUX ITPOSIBJICHUI MOXHO Orpa-
HUYUTH CHIEKTp 3a0osieBaHuil Wit nuddepeHImanibHON
MUAarHOCTUKY Y IIPOBECTHU YTOUHSIIOINE OMOXUMHUYICCKIIEC
1 MOJICKYJISIPHO-TEHETUIECKIE UCCICTOBAHMSL.

[IpoTsiKeHHbIE WA «CONPSKEHHbIE» TeHHbIE CUH-
npombl (CGS) — 3aboneBaHUsI, 00YCIOBICHHBIE XPO-
MOCOMHBIMU HApPYIICHUSIMH: ACICIUSIMU, TYTTAKAIII -
SIMA WJIW APYTUMU CIOXHBIMU TEPECTPOKaMU, KOTO-
phIc TIPUBOIST K MI3MEHEHHUIO TO3HI TeHa. KimmHnaeckn
OHM MOTYT BHauajie IPUHUMATHCS 32 MOHOTCHHBIC 3a-
OosleBaHMMSA (B 3aBUCHMMOCTHU OT BEIYIIETO CUMIITTOMO-
KOMIUIEeKca). XpOMOCOMHBIN y4acTOK, KOTOPHII M3Me-
HSIETCSI TIPM TaHHBIX COCTOSTHUSIX, OOBIYHO MMEET pa3-
Mep <5 Mb 1 He Bcerma MOXKeT OBITh IeHTU(DUIIMPOBAH
IIpY CTaHAAPTHOM aHanm3e Kapuorumna. [IpuMepom Ta-
KOTO CUHIpOMa SIBJITeTCSI XP2 1 -COTPsKeHHBIN TeHHBIN
CHHIPOM, KOTOPBII OBLT YCTAHOBJICH B HAIllEeM cJIydJac.
B pernone Xp21.2—p21.3 pacnoyioxeHbl APYT 3a Ipy-
TOM TeHBI TUNepoiaknHa3bl (GK), BpOXKIEHHON THUIIO-
IUIa3MKA HanmouyedYHnKoB (NROBI) v MBIIIEYHOU OHC-
tpocdun Hromena (DMD). UMeHHO 3TH KIMHUYECKUE
MIPOSIBJICHUSI UMEJICh Y HAIIIeTO MallieHTa.

B nmenernuro B JTaHHOM ciTydae BOBJICUCHBI TAKXKE He-
CKOJIBKO TeHOB MemnaHoMmbl: MAGEBIO, MAGEB?2,
MAGEB3, MAGEB4, MAGEBI. 3aboneBanuii, cBsI3aH-

HBIX C MyTallMSIMU B TaHHBIX T€HaX, He onucaHo. OHU
SKCITPECCUPYIOTCSI B OCHOBHOM B TKaHU SIMYKa W/WJIN
mnateHre [12]. eHoTUNIMYECKUE TIPOSIBICHUS Jelie-
uuu knacrepa reHoB MAGEB wnv FTHL 17 noka Heus-
BECTHBI U, BEPOSITHO, UX CJIOXHO OXapakTepu3oBaTh Y
MalMEeHTOB C BEAYIIUMMU TSXKEJIBIMU HEBPOJIOTUYECKHU-
MU U MICUXUYECKUMU HAPYIIEHUSIMU.

TOUHBI MOJEKYJSAPHBIA AUArHO3, KOTOPBIA ObLI
MOCTaBJIeH HallleMy MalMeHTy, UMEET OTPOMHOE 3Hayue-
HUE HE TOJbKO JUISl JISUEHUSI CaMOro pedeHKa, HO U IS
cembU. Eciu HocuTesieM 3TOro reHeTuyeckoro aedekra
SIBJISIETCSI MaTh, PUCK POXAEHUS MaJbuMKa C TaKOW Xe
marosiorveit coctasisieT 50%. B aTux ciaydasx Bo3MOXKHa
MpeHaTajgbHas Wi MPEeUMIUIAHTAllMOHHAS JUArHOCTU-
Ka. OddekTuBHOrO Crieuueckoro Je4yeHus: MUOAU-
ctpoduu JloleHHa Moka He CyIeCTBYeT, CPEIHSIS TPo-
IOJDKUTEIBHOCTD XXU3HU TTaliMeHToB cocTasiisteT 20—30
JIeT, OOJIBIIMHCTBO U3 HUX K 12—15 rogam He MOTYT Tie-
penBuratbesi camocTositebHo [8—10].

3akAloueHue

Henenmu ygacTka X-XpOMOCOMBI MOTYT IIPUBOIUTH
K Pa3BUTUIO HECKOJBKNX MOHOTCHHBIX 3a00JICBaHUI Y
OITHOTO ITaIleHTa, B TOM YKCJIC TICPBUYHOM HAIIIOUYCY-
HUKOBOI HEIOCTATOYHOCTH C TUTIOTOHATOTPOITHBIM T~
MOTOHAIM3MOM B pesynbTaTe aeneuuu reHa NROBI,
muonucTpodum dromeHHa (Ui 0osee JISTKOTO Bapy-
aHTa — muomuctpodun bekkepa) B pesynprare meie-
IIUY TeHa TUCTpOodUHA, YMCTBEHHON OTCTAJIOCTU B pe-
3yJIbTaTe OeIellnM TeHa TIulepoiknHasbl. He mckimo-
YeHO, YTO HEKOTOPhIC KITMHNYCCKIE TIPOSIBIICHUS JeiIe-
LIMU APYTMX T€HOB, PACIIOJI0XEHHbBIX HA TOM X€ y4acTKe
X-XpOMOCOMBI, OCTAIOTCSI HEPACIIO3HAHHBIMM.

VY Bcex MalMeHTOB ¢ TOM03peHUEM Ha AedeKT reHa
NROB1I neobxomuMo uccienonath ypoBeHb KDK, Tpu-
TJIMIEPUIOB, a TAKKE IMIPOBOIUTD aHAIN3 OPTaHUMIECKIX
KucioT B Mouye MmetomoM [’ X-MC.

JmarHOoCTHKa 3TOTO PEIKOTO TeHETUYECKOTO CHH-
JIpoMa Ype3BBIYAfHO BakHA JUIST TAKTMKHU BEICHUS TIa-

332

FPOBAEMbI SHAOKPMHOAOIMI 2017;63(5):329-333



DOI: http://dx.doi.org/10.14341/probl2017635329-333

LIMEHTa, a TaKXKe I KOHCYJIbTUPOBAHUSI CEMbU C 1ie-
JIbIO TUIAHUPOBAaHUS Oyaylleil 6epeMeHHOCTU U 00CYK-
JNIEHUS IPeHATAIbHON WX MPEUMILUIAHTALIMOHHOMN nra-
THOCTHUKH.

JOITOJTHUTEJIbHASI UTHOOPMAILIN S
Wcrounuk dpunancupoBanus. [TauneHT obcienoBaH B paMKax ro-
CMUTANIN3alUK B cTaliMoHap. VccnenoBaHue rinliepuHa B MOYe Me-

CASE REPORT

tonoM I'’X-MC nposoauiock rpu nomaepxkke pouna KAD no mpo-
rpaMMme «AJbda-DHIo».

Coraacue nmanyenta. ABTOPbI MOJTYYWIU MMCBMEHHOE corjacue
poauTesieil maleHTa Ha MyoJauKaluio MEAUIIMHCKUX JaHHBIX B paM-
Kax JaHHOM CTaTbMU.

KondmkT untepecoB. ABTOpPbI IeKJIapUPYIOT OTCYTCTBUE SIBHBIX
1 TOTEHLMATBHBIX KOH(GIUKTOB MHTEPECOB, CBSI3AHHBIX C MyOJIMKa-
LIMei HacTOsILIEH CTaTbU.
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