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©eumeHul myxati M3033/13J1

©BuTeH X, 4 captan, oxuH. 2021 oHbl 07 capbiH 02-Hbl egep 33 HacTan axXUinH 3 faxb
XUPIMCIANTUNH 3 gaxb TepenTteep, TaanTuiH 40 4oNoo XoHorTona, Tepex 3amaap, 3480 rp
XnHTan, 50 cm ypTTan, AnrapbiH 5/6 6annTtan MaHO3MNCaH. Tepeen xacar XyrauaaHbl Japaa
yWAncaH. OXMWH XUP3IMCIONTUNH ABUAA 9X3H 6a XOXyy YeurH XOpasioroTon, TOHYC UXTAN
GancaH. MNpeHatan ckpuHuHr |, | WwnHxmnrasHg xampargaaryn. Tepeeg AHO-unH Ho3T-4 14
XOHOI 3aMunargax, 17 XoHortong oHow Toapyyrnaxaap, 13a maartaap IXOMYT-g umpx
yoamsyn, Magpan, 3ypx cydac, OOTOOA Lyypan, apyy HYYPHUM Mac 3acan, HyOHWUA
KabvHeTyyaaa y3yyncaH.

Bodum y3nae

XyyxaniiH 6ueniiH 6argan gyHa. Yxaadtan. OpyHbl xapbLaaTan, ngsaBxm oyHa. Yinax
Ayy eBepmeL, YaHra. Xyyxag ecCenT XenkrunH XxouporgonTtow, xwuH 6arataw (4 kr, 5pl),
Tonronroo OypaH gaaraaryn, TOPENXMNH CTPUOOPLIH YAMIITIN. TONMONH XAMXKI3 mxur (TT-
36 cm, 5p|), xan6ap 3eB Oyc, oyx Tesrepayy, Aar3 xasTransrap. [yryn uapantan, 2 HygHUIA
XOOPOHAbIH 3al XOJl, 3NUKaHT Hyranaatan, HyYOHUM ragHa eHuer 6ara 33par JoOoW Talyy
GanpnanTan, XxampbIH yI X3Cradp HaMxXaH, TarHam HapuUiH, ryH, 3PYY XWKUIAYY. 2 TanbiH Ynx
Gara 33par gop Ganpnantawn, 3yyH YMxHUA 0an63aHMn ypa Tang 3 Xwkur yprauartan. ApbC
YUWArNar, uaraaH, aMrar TyypanTtryi, runeptpmxo3sryi. LlaaxxHun xan6ap 3eB. 3ypxHuii aBua
TOA, X3M XUrA, arlunTbiH WyyrMaHTan. Yyuwru 2 Tang WupyyH ambcrantan. XaBumn 3eereH,
3M33rNanryn. Onar, ganyy Tomryi. Meung HapuinxaH, 2 rapblH anraHg XeHAeH 3ypaacrtan.
3YYH XenunH TaBxan ragaril 3pracaH.

Jlabopamopu, Oypc OHOWUI200HbI WUHXUI233

Xyyxaag UyCHbl A3NM3P3HIYMA LUNMHXUAMSS, OGMOXMMK, LYCHbl OYN3rHANT, LU33CHUI
EPOHXUN LUMHXUITTS3, UMMYHOSTOMUIH LUMHXUTAS XUACIH. LIyCHbI 3Nrap3aHIY I WNHXUNII3HA,
MMNOXPOMbIH, MUKPOLMTBIH XOHIeH Xan6apuiiH uyc 6aragant, TPOMGoOUMTO3TON. BroxmmmninH
WMHXWIT3, LUYCHbl  OYNArHaNTUAH  LUMHXWUIISY, LUAACHUA  EPOHXMI  LUMHXUII3HA
eepunenTryi.
WMMyHOMoOrMiH - winkxkmnnraang 6ambanH  paaspyyn (T3, T4, TSH) xesunH. Bycag
WuHkmnrasng 1amMoyy/XOXB ceper, TORCH wuHXuNras xaBunH. 3ynanH X3T aBuaH
LWNHXUITI3rasp TapxXuHg ronomMToT eepunenTtryn. XoBanyyn epreceeryn, XoBASbiH 3praH
TOWPHblI 3XO OWNT H3MArAC3H. 3YPXHUMA X3T aBUMaH LUMHXUNIA3raap XOBAOM XOOPOHAbIH
TacnaBuMH GYNYMHT X3CArT 3 MM LOOPXOWTOW, YYLITMHbI apTepblH AapanT X3BWIWH, 3YYH
XOBASbIH arlMAThIH YN aXunnaraa XaBuinH. XaBIUIAH X3T aBUaH LUNMHXKUITTISHA 3N13r, A3nyy,
Honp Bynuupxan, 2 6eep, gascart OyTuniH eepunenTryi. LlecHuin xyyaum arwcaH. Xasnuig
CYI LLUMHI3HIYN.

LHumoeeHemuKuliH WUHXUN233HO:
Xyyxaag 60aut y3anaraap nnapy Oy eBepmeL, LUNMHXYYA3L, YHASCIIOH XaM LUNHXUAH
YypbO4MCaH OHOLL TaBbX, 3axblH LlycaH KapnoTun 6ytoy XpOMOCOMbIH BYpA3S TOA0PXOMNOX



LWUNHXNITI3 Xnixaap TenesneceH. 2021 oHbl 07 capbliH 19-HuiA egep AHaraaxbiH yaam3yurH
nabopaTopuT MPCIH XYYXAMNH 3axXblH CyAacCHbI LiyCHbl COPbLIOHA CTaHAapT NPOTOKOMbIH Aaryy
GTG-banding (G-banding with trypsin and Giemsa) TeXHVUK33p KapUOTUMWUAH LLUMHXUITTS3
XMNCaH. WunxunrasHuin  6onoscpyynanteir  OLYMPUS-BX36 wmwukpockon, meTtacuctem
IKAROS and ISIS nporpamm awwurnaH xuncaH. KapuotununH 6uumrnanuir Human
Cytogenetic Nomenclature (ISCN2016) onoH yncblH CUICTEMUIAH HIPLLNWAH Aaryy GUYC3H.
WnrxkunrasHun  gyrHant: WuHxknnroarsap eButHUM 30 MeTadhas LWaTHbl XPOMOCOMbIH
Oypanuir WnHXnNaxag 4, 5-p XpPOMOCOMbIH T3HLBIPXK33rynM TpaHcnokaum (whole arm
unbalanced translocation) 6a 5-p xpoMocoMbIH 60rMHO MEpPUIH aeneun UN3apcaH (3ypae 1)
Tyn yaawma FISH WwyHxmnras xumxk oHowmir 6atnax MeH XyyXAunH auar, 9X34 KapuoTUnuinH
LUMHXUIIT3 XUNX

Waapanaratan.

Kapuotun: 45,XX,der(4)(5qter—5q11::4pter—4qter)del(5)(p11)
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3ypaz 1. XyyxauiiH kapvorpamm, GTG-banding

KapuoTununinH LWnHXMNraaraap mnapcaH Cri-Du-Chat xaMWMHXWMIAH LMTOreHeTUKNINH eBepMeL|
eepUNenTuiir 6aTnax 30pUNroop XYYXOWiH 3axbiH LIyCHbI ©CreBpuiiH copbLoHa Poseidon™
Cri-Du-Chat CTNND (5p15) / 5931 npo6 awwurnaH, ctaHgapT npoTtokonbiH garyy FISH
WNHXMAr33 XMNCaH (3ypae 2, 3). WumxunrasHun 6Gonoscpyynanteir OLYMPUS-BX36
dontopecueHT Mmukpockon, metacuctem IKAROS and ISIS nporpamm awuvrinaH XWAC3H.
KapuotunuinH 6uunrnanuir Human Cytogenetic Nomenclature (ISCN2016) onoH yncbiH
CUCTEMWUIH HIPLLMMIH aaryy GUYCaH.

3ypae 2, 3. 'utepdas watHbl 3¢ 6a MmeTachas WwaTHbl XPOMOCOMbIH 6BOPMOL), X3C3rTau
Xon6oracoH NpobblH GnopecLeHT MUKPOCKONT rAP3NTaH xaparaax bangan



MpobbiH 6anpnan 6a curHanyyn XycHaam 1.

X3BUWH curHan FISH Xapuy

CurHan (5p15.2; 5q31 = R; G)

2R2G 1R2G

WuHxuneasnut OyeHanm: KapvoTUNUMH LUMHXMAr3arasp eBuTHMN 30 mMeTadas LaTHbI
XPOMOCOMBbIH OYPANUIAT WMHXNAX3A 4, 5-XpOMOCOMbIH T3HLBIPXKI3ry TpaHcnokaum 6a 5-p
XpOMOCOMbIH  B6ormHo  mepunH  geneun  (Cri-du-chat  xamwwmHx) ©Gyxunm  kapuoTumn
TOLOPXOMIOrACOH. QHAXYY KapMOTUNT YHOSCNAH 5-p XPOMOCOMbIH 60rMHo MepuiiH (5p15.2;
5p15.3 & 5q31 control probe) CTNND reHunH nokyct 6arvipnax npo6 awwrnaH FISH
LUMHXUITTI3 XUNX3L 4-XpOMOCOMTOW TpaHcnokaum 60ncoH 5-p XpoMocombiH 60rMHO Mep
Aeneumng opcoH Hb 6atnargcaH (3ypae 2, 3), (XycHsem 1).LUMHXUNrasHWA yp AYHraac
ayrHaxag ynnunyynaryma Cri-du-chat xamwmnnx 6atnargax 6arnHa.FISH kapuotun: 45,XX.ish
del(5)(p15.2p15.3)(CTNND-)

Xyyxasg WnapcaH 3HAXYY XPOMOCOMbIH abbepaun Oyy OyTUMIAH ©epuYnenT Hb HUWAT
TOXMOMNANbIH ANAN3HXU XyBbA, Ae-HOBO (de novo) xanbapaap yycaar 6a ueeH Toxuonaong
3UJr, 9XMWH TOHUBIPXKCIH TpaHcnokaumac LwantraanaH Xxyyxgag yycd ©Gongor. Uimp
XYYXAUVH 3L3r, 3X34, LUMHXUNTA3HMIA 30PpUITbIH Tyxan Tannbapnax, KapmoTnn To40pXONnox
LUMHXMNITTA3 XMNCAH (3ypae 4, 5). LUMHXunraaraap xaBuiH Bytoy XyyxauiH auarT 46,XY, axag
46,XX kKapnoTun TO4OPXOMNOr4CoH.
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SneaH oHowuI200
OHO AMIArMH yea unpax SMHIM3YNH LWKMHX TAMArYYAUAr TyC Tyca Hb aB4 Y3B3Sl eBepMeL|
6uw 6onoBY Byxana Hb YHANBaN eBepmel, eHoTUnunr 6un Gonrogor. XaMmrumH esepmely
WKHX 60M0X Myyp LUMT yrnax WWHX A33P HAMIrA3H MuKpouedanu, Tepex YeUnH xuH Gara,
cap wur gayryn uapan, Hyyp LapanHg unpax eBepmeL, eepunentyys, OynyYmHruiH ToOHyC cyn
Oalix 33par LWWHXYYO WMA3PBAM XaM LIMHXWUWAH OHOLUMAT TaBux Oonomxkton. Llaawwug
UMTOrEHETUKUIAH LLUMHXUNIA3 XM oHowmir 6atanHa. Cri-Du-Chat xam wmvHxuiir gapaax
AMraryyaaac afiraH OHOWMNHO. YyHA:
TepenxunH onoH apxTHUK raxxuryya (Multiple congenital anomalies)

- MaTtay xamwmnHx

- Bonb@—XupLUXOPH XaMLUNHXK



- bycap ayToCOMbIH MOHOCOMU 3CB3M TPUCOMUIAH XaMLUNHXKYYS,
IMYyunzala

Hsapai yeg AHO-UIAH 3pUmMMT SMUMNrasHUin Tacart 14 XOHOr aMuYnNaracaH. TyxanH yes

XangBapblH 3CPar, Xy4nnTeperd, aHTUOKCUAAHT, TapXMHbl LlyCaH XaHramxk camxpyynax 6a
Oycag WWHX TOMATMAH SMYMMATa3HYYA XUATOC3H.
OXBMYT-unH AY3 KabuHeTaac magpan, 3ypx cyaac, 40TOOo[ LyYYpar, 3pyy HYYPHUIA M3cC
3acan, HygHUM aMy HapT UNraax s3esneree ascaH. 1 captang MCCYT-MAH XyYXAUAH rOMTan,
COror 3achblH 3MYNA, UNr33CHUIA Aaryy aaryy y3yysok, Manra TaBxam 3acax aMUnIiras XMmnnrax
9XAMC3H. 2 yAaa ruMnc TaBbX, YPrasbKIyyNdH CI3PrasH 3acax IMUMNrad xumrgax OariHa.
XyyxaviH rap 6yna yoamayiH O2nrapaHryi 3esneree erceH. Xyyxag OX3MYT-uinH yaamayn,
3ypX cygac, M3gpanuiiH 3M4Y Hap, OPOH HYTIMIH XYYXOUNH 3MYUAH XsHanTang Ganaar.

Xanuyamx, dyaHanm

TepenxninH XenkIMinH raxxurran TepceH HApang SMHIN3YNH Y3Narnnr Xnnxaas 3eBXeH
Oure apXTHUI BYTUMIH raxryyaaa aHxaapnaa xaHgyynaxaac ragHa ynnax ayyHbl ©Hre rax Mot
reHeTUKUAH 3MIMAMMNH  yea wnapasr eBepMeL, LWWMHXYYAUAT carTap axurnax, snrad
OHOLUMIITOOT XWX Hb YyXxan.

1963 oHA JlexXeH HapblH 3pA3MTI, SHAXYY SMIArMIUr aHX TOLOPXOWMIDK, WanTraaH Hb

5-p XpOMOCOMbIH GOTMHO MEPUIAH X3C3Ar4YMICaH 3CBaN OypaH aeneum (5p-) 6onoxbir GatancaH.
OH3 xaM WnHXuninH 85-90% Hb Oe-HoBO xanbapasp yycaar. XapuH ynacaH 10-15% Hb 5-p
XPOMOCOMBII XamMapcaH T3HXB3PXKCAH TpaHCroKauuTanm 3uUar 3x3a9C LantraanaH Xyyxgaa
yycax 6onomxron. ToxmonanbelH gastamx onpornuyooroop 45,000 amba Tepenteq 1 6aniHa.
©OBYHMI SMHIN3YNH WUNP3n, SABL, XYHAWAH 33P3ar Hb XPOMOCOMbIH Aeneums OpcoH GycuiH
XAMX33HIIC XaMaapy sinraaTtan 6anaar. ©epeep xanban reHOTUNUIH Anraa Hb PEeHOTUNUIAH
anraatan 6ananeir Gypayynaar.
XYyXo4 HApan yenas yaHra, Har eHrMnH, MyypTan TeCTan YMMId raprax ynungaraac 3H3 xam
LUMHXUIAT “MyypbIH yUnaaH” XaM33H HIpax Hb OMIn. QHaXYy eBepmMel, yNnanT Hb aMbapanblH
3XHWUI X3A3H capyyaad asHhaa XaBuUNH 60nHo. YaHra, Myyp Wur ynnax SMHIN3yMH LUNHXWUIAT
OypAyynaar XxpoOMOCOMbIH eBepMeL, 6yc Hb 5p15.3, xapuH 6ycaz aMHAN3YMH LUNHX TaMAryy4
Hb 5p15.2 GycTtanm xonbooTon. ©BepmeL, ynnanTblH LaNTraaHbIr XYYXOUAH TOBOHXWUH
aHaTOMbIH ©6pYNenTTan (KWXKUT, HapuUIH, anma3s xanbapTan) xonboH Tannbapnaaar.

OHI AMrarTan XyyxayyaviH OURINSHXU Hb 3YPXHUA TOPOSIXUNH FaXur, apyy HYYpPHUN
raxurram tepex 6a Laawma olyH yxaaHbl XOMCAOM, xapaa 6@ COHCronbIH 63PXLLU33S1, apbCHBbI
AMraryya, XaT Xe4enreeHTex aMrar, eepunree raMTasax 3aH YUr rox MaT COTrALUUNH aMraryya
YyYyCax apcaan engep 6avigar. Yp XeBpenuiiH XenknuiH apT yen TapXUHbl rAMTAM 9Xanaar Tyn
LanTraaHbl 3CPar eBepMeL, IMUNNTAd 6anxryin. [3CaH X34MN 4 HOXOH CIPradaxX AMUUNIIAr 3T
XUIK 9XIAX Hb TOOOPXOW YP AYHA Xypragar. MMMasc aH3 SMraruir apT XyrauaaHg, OHOLUUITK,
LaawabiH MEHEXMEHTUNT XYYXOUAH reHeTuK, M3apan, 3ypX cydac, Mac 3acar, Hyd, Ymx
Xamap X0O0S10M, CITIALUUNH 3MY HapblH XamTapcaH 6armnH 6ypanaaxyyHTaNraap apT IXN13X Hb
yyxan.
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