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Mockoscknin HUW neguatpumn n oeTckom xmpypruv; Hay4Hbln LeHTp ncuxmyeckoro 3a0posbs PAMH, Mockea

Oo0caenoBano 354 pedeHka (c 3a1epKKOi pa3BUTHSA, IOPOKAMH H/MJIH MUKPOAHOMAJIMSIMM) IMTOT€HETHIECKUM METOIOM H 29 nereit
C MpeANnoJiaraeMbiM XpOMOCOMHBIM MO3aHIIU3MOM MOJIEKY.ISIpHO-IuTOreHeTHYecKuM MeToom FISH. XpomMocoMHblii MO3auIu3M Ha -
0JTI0AJICA TOJBKO MPH YUCJIEHHBIX AHOMAJUAX XPOMOCOM M COCTABHJI MOCJIe UTOTEHETHYECKOro aHam3a 3,4% oOT BcexX 0OIBHBIX
wm 18,2% or ciyyaeB ¢ xpomocoMuoii naronorueii. Ilocie npoBeneHns: MOJEKY/ISPHO-IUTOreHETHIECKOTO MCCJIEI0BAHNUS A0S
CJIy4aeB ¢ XPOMOCOMHBIM MO3AMIIM3MOM cocTaBuia 5,9%. Mo3zanunbie (opMbl XPOMOCOMHBIX AHOMAJIMIA HAOIOAAIUCH B 4 pa3a
qaie y IeBOYeK — (COOTHONIEHHE MOJIOB MyKcKoii/xkenckuii 4/17 (0,24). Iloka3aHo, 4TO BbIsIBIeHHE BO3MOXKHOTO MO3aUIM3MA
MOJIEKY/ISAPHO-UTOreHeTHIECKMMH METOJAMH THATHOCTHKH TPeOyeTCsl MALMEHTAM CO CTEPTOi KIMHNYECKOi KAPTHHOI TAKHX XPO-
MOCOMHBIX CMHIPOMOB, Kak /layna, DaBapnca, IllepemeBckoro—Tepuepa, Tpucomuu X, a TaKKe JA€BOYKAM C JUcCreHe3neil roHax
NpPHA HOPMAJIBHOM KAPHOTHUIIE, ONIPEACICHHOM HUTOr€HETUHY€CKUM METO0M.

Karoueswie crosa: 0emu, XPOMOCOMHbLIE AHOMAAUU, xpOMOCOMHblﬁ MO3aUUU3IM, MONEKYAAPHO-UUMOCeHeMUUYeCKasl duaeHocmuka.

The authors examined a group of 354 children with developmental retardation, defects, and/or microanomalies by the cytogenetic
method and 29 with presumed chromosomal mosaicism by the molecular cytogenetic technique FISH. Chromosomal mosaicism was
observed only in the presence of numeric chromosomal abnormalities and after cytogenetic analysis it was 3,4% of all the patients
or 18,2% of cases of chromosomal pathology. After molecular cytogenetic analysis, the proportion of cases with chromosomal mo-
saicism was 5,9%. The mosaic forms of chromosomal abnormalities were detected 4 times more frequently in girls — (male/female
ratio 4:17 (0,24). It was shown that possible mosaicism should be detected by molecular cytogenetic diagnostic methods in patients
with the subtle clinical picture of chromosomal syndromes, such as Down’s, syndrome, Edwards’ syndrome, Shereshevsky-Turner
syndrome, and trisomy X, and in girls with gonadal dysgenesis and a normal karyotype detected by the cytogenetic method.

Key words: children, chromosomal abnormalities, chromosomal mosaicism, molecular cytogenetic diagnosis.

peau Bceil XpOMOCOMHOM MaToJIOTMU YUCJIEHHbIE
XpPOMOCOMHbIE aHOMaJIUM (aHEYIUIOUJUU XPOMO-
COM) OCTalOTCSI OJHOW W3 OCHOBHBIX MPUYUH YMCT-
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BEHHOI OTCTaJIOCTH, BPOXIEHHBIX MOPOKOB Pa3BUTHSI,
a TakXe OTSITOIIEHHOTO aKylllepcKoro aHamHesa [1—4].
BoJbIIMHCTBO aHEYIUIOWAUN, 0 JaHHBIM MHOTOYM-
CJIEHHBIX MCCIeOBaHUI, BOZHUKAIOT Ha CTaAun Meno3a
npu GOpMUPOBAHUU POAUTENBCKUX TaMeT. OHAKO eclii
HEMpaBWIbHOE PACXOXIEHUE XPOMOCOM MMPOM3OIILIO0
B [IPOLIECCE MUTOTUYECKOTO JEJeHUS KJIETOK Oymylliero
OopraHusmMa, Hampumep, Ha CTaiuu OJaCTOLHUCTBI, XPO-
MOCOMHAasl aHOMasusi BO3HMKAeT HE BO BCEX KJIETKax,
a JIUIb B HEKOTOPBIX M3 HUX. Takoe siBJieHWe HOCUT Ha-
3BaHME XPOMOCOMHOIO MO3auliuM3Ma, WJIA MO3auyHOM
GopMBbl XPOMOCOMHOI aHOMAJIMU — SIBJIE€HUS, OOYCIOB-
JICHHOTO HaJMYMeM B OpraHu3Me IBYX WU OoJiee Kiie-
TOYHBIX JIMHUM, HATIPUMED, AHOMATBHOW U HOPMAJIbHOM.

XpOMOCOMHBIII MO3auILIM3M yaille HabaogaeTcs
MPU YUCJICHHBIX XPOMOCOMHBIX aHOMAJUSIX B OTJIM-
Yue OT CTPYKTYPHBIX, YTO ObLIO YCTAHOBJIEHO MHOTMMU
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nccienoBanusaMu |5, 6]. KiouHudyeckue TpOSIBICHUS
TIPY XPOMOCOMHOM MO3auIIM3Me 3aBUCST IJTaBHBIM 00pa-
30M OT JIOJIM aHOMAJILHBIX KJIETOK B OpTaHU3MeE, a TakKKe
OT TOTO, KaKue OpraHbl W TKaHW UMEIOT XPOMOCOMHYIO
ratojioruto. HammureMm Mo3auimsma MOKHO OOBSICHUTE
pa3HyI0 CTEIleHb TSKECTH 3a00JIeBaHUS TIPU Pa3ind-
HBIX XPOMOCOMHBIX cuHapomax [7—12]. TlpucyrctBue
y OOJIBHOTO OIIpeNeICHHON JTOJIM HOPMAaJbHBIX KIJIETOK
TIPY TaKMX XPOMOCOMHBIX CUHApoMax, Kak Illeperres-
ckoro — Tepnepa, Knaiingensrepa, Jlayna, DaBapaca,
TPUCOMUU XpOMOCOM 22 1 X, Mpearoaraer dosee 6jaaro-
TIPUSITHBIN MIPOTHO3 TeYCHUS O0JIE3HU, a CBOCBPEMEHHAsI
s deKkTBHAS AMATHOCTHKA MO3aWJHBIX (POPM Xpomo-
COMHBIX aHOMaJTUIA CITOCOOCTBYET JICYeOHON KOPPEKIINH,
OCOOCHHO TIPY MO3aWIHBIX (hOpMax aHOMAJIMI TTOJTOBBIX
xpomocoM. OOHapyXeHre He3HAYNTETbHOM TOJTU KIIETOK
C XPOMOCOMHOM aHOMaJIMell MOXeT OOBSICHUTH NPUYH-
Hy WAMOIIaTUIECKOW YMCTBEHHOM OTCTAJIOCTH, TIOPOKOB
1 aHOMAJINI pa3BUTHS y peOeHKa. BrIsBIeHIE TaK Ha3blI-
BaeMOTO «CKPBITOTO» XPOMOCOMHOTO MO3auIIi3Ma C 1o-
MOIIIbIO COBPEMEHHBIX MOJIEKYIISIPHO-ITUTOTEHETUIECKIX
METOIOB TTO3BOJIUT MPOBECTU 3D (DEKTUBHYIO MEINKO-Te-
HETUYECKYIO KOHCYJIBTAINIO, ONIPEACTUTh IIPOTHO3 M CO-
OTBETCTBYIOIILYIO TepAnuio 00JbHOMY PEOSHKY.

B Hacros1iee BpeMsl METOMMIESCKUI apceHas TSI BBI-
SIBJIEHUSI XPOMOCOMHOI'O MO3auliM3Ma BeCbMa OrpaHU-
yeH. Hambosee mpuMeHsIeMBIM METOJIOM MOJIEKYJISIPHO-
IIUTOTCHETMUYECKON MUATHOCTUKM JIUIST TAaHHOW 3amavqu
SBJISIETCS] METOJ, (hJIIOOPECLIEHTHOM TMOpUIN3ALUM in Situ
(FISH), ocHOBaHHBIIi Ha UCMOJIb30BAHUU XPOMOCOMO-
cneuuduaHbix IHK nipo6. JlaHHBIIH MeTOI MOXET ObITh
C YCIIeXOM TIPMMEHEH He TOJIhKO Ha MeTada3HBIX XpO-
MOCOMaX, HO M Ha MHTepda3HBIX SOpax, YTO MO3BOJISIET
n306exaTb MpobseM, CBSI3aHHBIX C MOJYyYEeHUEM XPOMO-
COMHBIX TIperapaToB, MaeT BO3MOXHOCTH HCCIIEIOBATh
KJIETKM Pa3IMYHBIX TKAaHEW W IpU aHAIU3e OOJIBIIIOTO
Yuciia KJIETOK 3a KOPOTKOE BpeMsl TOIYyYUTh JTOCTOBEP-
Hble pe3yabTarthl [3, 13—15].

Llembro HACTOSIIIETO MCCIISIOBAHMS SIBJISUIOCH OTIpEIe-
JICHWE YIeJIbHOTO Beca MO3aMYHBIX (DOPM pas3IMIHBIX XPO-
MOCOMHBIX aHOMAJIMIA B TPYIIIIE AeTel 10 5 JIeT C 3a1epKKOi
Pa3BUTHS, TIOPOKAMU 1/ WJTH MUKPOAHOMAJTUSIMU Pa3BUTHS
1 Ha OCHOBE 3TOTO pa3paboTaTh IMoKa3aHMsI K IPUMEHEHUIO
MOJIEKYJISIPHO-TTUTOTEHETUIECKOM TMarHOCTUKMU.

XAPAKTEPUCTUKA TETEI 1 METO/IbI
NCCIEJOBAHUSA

CraHgapTHOE LIMTOIeHETUYECKOE UCCIEI0BaHKE ObLIO
npoBeeHo y 354 nereii B Bo3pacte oT 1 Hen 1o 5 neT (cpen-
HMi1 Bo3pacT 2 rofa 3 mecx1 rog 6 Mec) ¢ 3anepKKOi TICh-
XOMOTOPHOT0, TICHXOPEYeBOTO U (PM3MIECKOTO Pa3BUTHSI,
BPOXICHHBIMU TIOPOKAMU ¥ /WJIM MUKPOAHOMATMSIMU
pasBUTHS, TIPOXOAMBINUX OOCIenoBaHNe B MOCKOBCKOM
HWUW nemuatpuu u aetrckoii xupypruu. CooTHOLIEHUE
nosioB (Myxckoii/>xxeHnckuit) — 183/171 (1,07). Marepu-

HACJIE4ACTBEHHbBIE N BPOXXEHHbBIE BOJIESHU

aJloM ISl UCCIeIOBaHUsl SIBJsIaCh 72-4acoBasi KyJbTypa
JuMbOoIUTOB nepudepruieckoil KpoBU. AHATU3UPOBAIH,
Kak MUHUMYM, 20 MeTada3 y Kaxaoro naiueHTa.

MonexkyasspHO-IIUTOTeHETUYECKYIO TUATHOCTUKY Me-
tonoM in situ FISH npoBonuau 29 netsiM 1Jisl yTOUHEHUS
WJIY BBISIBJICHUSI XPOMOCOMHOTO Mo3autm3Ma. [1pu atom
npumeHstiucb  JJHK  mpoObl  Ha mpulieHTpOMEpHbIe
yuactku xpomocom: 11, 15,18, 13/21, 14/22, Xu Y. I1po-
Boausics aHanu3 50—100 meTtada3zHbIx rutacTUHOK U 100—
1000 nnTepdasHbIx siaep.

B pabore wucnons3zoBanuce JHK npobsl 13 opu-
TMHAJBbHON  KOJUIEKLIMM JIaDOpaTOPUM  LIUTOTEHETU-
k1 HayuyHoro uneHTtpa mncuxuyeckoro 3noposbss PAMH
1 1abOPaTOPUN MOJIEKYJISIDHON LITUTOTEHETUKU HEPBHO-
ncuxmyecknx 3adoseBannii Mockosckoro HUM menm-
atpuu u aerckoit xupypruu. Onucanue atux JHK npo6
npeacrabieHo B padotax 0. b. FOpoBa u coabt. [16—18]
u 1. B. ConosbeBa u coasr. [13, 19, 20].

DJOOpECIIEHTHYIO THOPUIU3AIINIO ik sifu Ha MeTadas-
HbIX ¥ UHTep(da3HbIX KIETKAX MPOBOIWIN COIIACHO MPOTO-
KOJTy, pa3paboTaHHOMY BJlabopatopuu LutoreHeTku Ha-
YYHOTO 1IeHTpa Nicuxudeckoro 3n0posbsi PAMH [19, 21, 22].
I1pu FISH uccnenoBannu Mo3anuHbie (hOpMbI OMpeesIsn
Ha OCHOBAaHWM CJIEAYIOIIMX JAHHBIX: JOJISI aHEYTUIOUIHOTO
ITO ayTOCOME WJIM HOPMATBHOTO KJIOHA YYWUTHIBATACH B 5%
KJ1eToK 1 6ostee [12, 23, 24]; MOHOCOMUSI XPOMOCOMBI X Y Jie-
TEeil XKEHCKOTO T0JIa YYUTHIBAIACH B TOM CiIyyae, ecid OHa
6bU1a 6ostbie 1,6%, T.e. GoMblle 3HAUCHUS, ONPeIeJIEHHOTO
B MCCJIEIOBAaHMH Y 3I0POBbIX A€Tei 10 5 jieT [25].

HccnenoBaHust paspeliieHbl STUYECKUM KOMUTETOM Mo-
ckoBckoro HUW neauarpuu v neTckoii Xvpypruy 1 npoBo-
JVJTACH B COOTBETCTBUM C MEXKITYHAPOMHBIMU STUIECKIMU
W TIPaBOBBIMU HOPMaMU JUTST TCHETIIECKIX MCCIICIOBAHMIA.

PE3VJIBTATBI

B pesynbrate IIMTOTEHETMYECKOTO OOCIIEIOBAaHUS
354 nmereit XpOMOCOMHasl T1aTOJIOTUsI ObLIa BBISIBJICHA
y 66 (18,6%). Cpenu Hux 6b110 28 (7,9%) maumeHTOB
¢ cuaapoMoM JlayHa u 38 (10,7 %) maLiMeHTOB C APYTU-
MU (hOpMaMU XPOMOCOMHBIX aHOMAJIHIA.

Cpeny XpOMOCOMHOI TATOJIOTMK BbISIBIEHO: 45 (68,2%)
yncaeHHbIX aHoMammid 1 21 (31,8%) cTpyKTypHast aHOMaJIvst
XpoMOocoM. YWCIIeHHbIe aHOMATUM BKITIOYATIM: TPUCOMUIO
xpoMocoMbl 21 (cuaapom JlayHa) — 28 cirydaeB (42,4% oT Beex
XPOMOCOMHBIX aHOMAJIWI), aHEYIUIOMIMIO XPOMOCOMBI X,
TMPEICTaBIeHHYI0 B OCHOBHOM MoHocomueir, — 9 (13,6%)
CJTy4aeB, TPMCOMMIO XpOMOCOMBI 18 (cuHIpoM Dupapraca) —
2 (3%) cay4dast, TPUCOMUIO XpOMOCOMBI 22 — B 2 (3%) ciydasix
1 TOTIOJTHUTETbHBIE MapKepHBIe XpOMOCOMBI — 4 (6%) city-
Yast. VIeJbHBIN BeC pa3HbIX (hOpM XPOMOCOMHOM TTaTOJIOTHN
TIpeJICTaRyIeH Ha puc. 1.

MogzanuHble (OPMBI XPOMOCOMHOM TATOJIOTUU 11~
TOr€HETUYECKUM METOIOM ObLIM BbISIBJICHBI y 12 13 354
JeTeit, 4to coctaBuio 3,4% ot Bcex OGONbHBIX win 18,2%
OT CJTy9acB C XPOMOCOMHOM TIaTojoTheil. Mo3amdHbBIMU
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Konomuii A.JI. u coagm. LINTOreHETUYECKNE N MONEKYNSIPHO-LIMTOrEHETUHECKME UCCNEA0BAHNS B AMArHOCTUKE MO3aUYHbIX GOPM...
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Puc. 1. XpOMOCOMHaﬂ naToJI0rusA, BbIABJICHHAA UTOTCHETHYEC-
CKHM METOI0M.

HE CYUTAIUCH CTydyau OOHApY>KeHUsI JIUIb OJHON KJIETKHU,
OTJIMYAIOIIEHCS KApUOTUIIOM OT Ipeodiafalonieil KieTou-
HOW JIMHUU, COIJIACHO OOLIETIPUHSTHIM LIMTOTEHETUYECKUM
npaBwiaM [26, 27]. Takux ciydaeB ObI10 6, ¥ 10 IIpoBe/e-
Hust FISH nmuarHocTuku 3ty ciiydau yYUThIBATUCH KaK pe-
ryJsipHble opmbl. Ha puc. 2 npeactaBieHo COOTHOLLEHUE
PEryJISIPHbIX K MO3aUYHBIX (POPM YUCJIEHHBIX XPOMOCOMHBIX
AHOMAIUIA, OOHAPYKEHHBIX IMTOTEHETUYECKUM METOIOM.
Bce MozanuHble ciydyar HaOJMIOJAIMCh 1O YMCIIEH-
HbIM XPOMOCOMHBIM aHOMAaJIUSIM, KPOME OIHOro CIy-
yasi € KOJbleBOi xpomocoMoit 11 mpu kapuotune
46,XX,r(11) [16]/47, XX,r (11) x* [2]/45, XX, — 11 [4],
KOTOPBIil ObUI OTHECEH K CTPYKTYPHBIM XPOMOCOMHBIM
aHOMAJIMSIM, HO MO3auIlM3M TIpU 9TOM  HabJjroxancs
0 aHeyIIouauu Xpomocombl 11. CremyeT OTMETUTb,
YTO COIJIACHO JaHHBIM JIMTEPATyphbl U pe3yJbTaTaMm co0-

TR

Tl

e -
B ooy e

Puc. 2. CootHomenre MO3aMUHBIX ¥ PerylsipHbIX YHC/ICHHBIX XPO-
MOCOMHBIX AHOMATHIA, 0OHAPYKEHHBIX LIMTOTEHETHYECKHM METO/IOM.

CTBEHHBIX WCCICTIOBAHUN, MO3aWIIN3M TIPU KOJBIIEBBIX
XpOMOCOMax HaOJII0AaeTCs JOCTAaTOYHO YacTo [2, 28, 29].
Kpowme 3Toro ciyyas najaee B MCCJI€AOBAaHUU pacCMaTpu-
BaJlach TOJIBKO YHMCJICHHAsI XpOMOCOMHasI TTATOJIOTHS.
HomnonnurensHasts FISH nuarHocTuka npoBoauiach
29 netssM, B TOM 4uciie 12 IeTsM ¢ MO3aulLIM3MOM, BBISIB-
JICHHBIM IIUTOTEHETHYECKH, JUIST yTOYHEHMS TOJTM MO3ald-
HBIX KJIOHOB (CM. Tabmmiry, Ne 1—12); 6 netsM, y KOTOPBIX
MpY LIUTOTEHETUYECKOM aHAIN3€e Oblia OOHApYKeHa JTUIIb
OHA KJIeTKa, OTIMYAIoNIasics I10 KAPHOTHITY OT Ipeo-
Onamaroleit KJaeTouHoi JuHUM (cM. Tabauiry, Ne 13—18)
u 11 1eTIM ¢ peryJIsipHbIM aHOMAJIBbHBIM WJIM HOPMaJTh-
HBIM KapHOTHUIIOM, Y KOTOPBIX ObUTA CTepTast KIIMHUJIeCcKast
KapTHHA CUHAPOMA W KOTOPHIE MOTJIM MMETh «CKPBITBIN»
mo3zaulm3M (cM. tadsuiry, Ne 19—29). Pesynbrarsl nuar-
Hoctuku FISH meTonom rnipeacrapiieHbl B TaOJIUIIE.

Tabauya. Pesyasrarsl FISH nnarnocTaky B rpymme 00¢/1eI0BAHABIX AeTeii

Ne Bospact  KinuHu4eckue nposiBICHUS Pesynbrarel iutoreHetu-  Pesynbratel FISH IMonTBepXaeHNEe MO3any-
n/m YECKOr0 UCCJIEIOBAHMS HCCeIOBaHUS HbIX hopm MetonoM FISH
1 7 Mec HerunuyHblit (heHOTUTT CUHAPOMA 47,XX,+21[18]/ 47 XX, +21[551]/ +
JlayHa, OTCYTCTBHE XapaKTEPHBIX 46,XX][2] 46,XX[49]
nmieBbix MAP, oTcyTcTBHE TIOTTE-
peuyHoit 60p0o3/bl Ha JAAOHSIX
2 3 Mec 3ITIMP, mukpouedanus, kosodooMa 47,XX,+21[14]/ 47,XX,+21[143]/ +
PaIykKH, TTayKoMa, MBITIIeYHasT 46,XX[7] 46,XX[157]
TUIIOTOHUS
3 5 ner Ipybast 3amepkKa MCUXOpeueBOTO 47, XX,+21[5]/ 47,XX,+21[27]/ T
Pa3BUTHS, TUTIEPTEIOPU3M TJIa3HBIX 46,XX][15] 46,XX[143]
1eJieit, ToThIecKoe Hebo, TUTIep-
IMUTMEHTUPOBAHHbBIE HEBYCHI
4 5 ner 3I1PP, oxxupenue. Y matepu B aHaM- 47,XX,+22[4]/ 47,XX,+22[14]/ 4
He3e CITIOHTaHHbIE A00OPTHI 46,XX][17] 46,XX][86]
5 1 ron, 3ITPP, MAP: MOHTOIOMIHBIN pa3pe3 47,XY,+22[2]/ 47,XY,+22[15]/ +
2 mec KOPOTKUX TJIa3HBIX TIeJIei, Opaxu- 46,XY[28] 46,XY[146]
TaKTUJIUS, TIoTepeyHasi 60po3aa Ha
JIAOHSIX
6 11 mec  3IIMP, rumorpoduisi, roTHyecKoe 45,X[2]/ 45.X[17]/ S
He00, BapycHasI ITOCTAaHOBKA CTOIT, 46,XX, fra(16) 46,XX][510]
OTKPHITOE OBAIbHOE OKHO, HUA3KAs (g22)[10]/
rpaHMIIa POCTa BOJIOC 46,XX[19]
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Tabauya. Pesyasratsl FISH muarnocTiky B rpynme 00c1e]0BaHHbIX feTeii (PoJo/IKeHHe)
Ne Bospact  KiuHuveckue nposiBIeHUs Pesynbratel nutoreHetu-  Pesynsratel FISH [MonTBepxaeHe MO3any-
/o YeCKOro UCCIIeTOBAHUS HCCIIETOBAHUST HbIX (hopm metomom FISH
7 1 ron 3ITPP, MAP: xopoTkas 1iies, Tunep- 45,X[3]/ 45,X[42]/ 4
TEJIOPU3M TJIa3HBIX IIeJIei U COCKOB 46,XX][23] 46,XX][258]
8 5 et 3amepkka pocTa, KOpOTKas e, 45,X[3]/ 45,X[4]/ -
KIMHOMAKTHINS V MajblieB KUCTEM 46,XX[40] 46,XX[296]
9 5 et 3anepxka pocta, npusHaku CIIIT, 45,X[71/ 45,X[236]/ +
3IIPP, knunongaktunus IV u V nanb- 46,X.,i(X)(q10)[14] 46,X,i(X)(q10)
1IeB CTOIT Ml KUCTEe [364]
10 3 wmec JlnucreHe3us roHa 45,X[14]/ 45,X[164]/ +
47 XXX[4]/ 47 XXX[21]/
46,XX[7] 46,XX[15]
11 3roma ®enorun cuHnpoma [pamepa— 47,XX,+mar[14]/ 47,XX,+der(15) +
Buu 46,XX][8] [75]1/
46,XX][56]
12 10mec  3IIMP, mukporiedanus, momepey- 46,XX,r(11) 46,XX,r(11) +
Hasi 60po3/a Ha JIaIoHsIX, Tpe3yoell (p15.5q23.3)[16]/ [295]/
TIAJTBIIEB JIEBO CTOITBI, MUKPOd- 47, XX, r(11)x2[2]/ 47,XX,r(11)
TajJbM, aHTUMOHTOJIOUIHBIN pa3pe3 45,XX,-11[4] x2[12]/
IJIa3HBIX 11Ieeit, aTpodust AUMCKOB 45,XX,-11[60]
3pUTEIBHBIX HEPBOB
13 10 gueir [IpenmonoXuUTEIPHO CUHAPOM 47,XX,+21[20]/ 47 XX,+21[236]/ 4
HayHa 46,XX][1] 46,XX[46]
14 5Sxer 3I1PP, aytuzm 47 XXX[27]/ 47, XXX[524]/ +
46, XX[1] 46,XX][28]
15 3roma 3I1PP, aHoMaJibHBIE YIITHBIE PAKO- 47,XY,+18[1]/ 47,XY,+18[1]1/ —
7 Mec BUHBI, BEICOKOE HE0O, SITMKAHT, KO- 46,XY[23] 46,XY[391]
pPOTKME MU3MHIIbI, TAXOBasl IPbIXa,
AHOMAaJIUM ITOJIOBBIX OPTaHOB
16 1ron 3®P u 3IIMP, MHOXXEeCTBEHHBIE 47, XX,+18[1]/ 46,XX[350] -
MAP 46,XX][26]
17 1ron 3I1PP, Hu3kwmit pocT, KOpOoTKas Iiesl, 45, X[1]/ 45,X[3]/ —
10 Mec  BopoHKOOOpa3Has IpyIHast KJIeTKa, 46,XX][26] 47 XXX[1]/
nornepeyHas JagoHHas 6opo3na, 46,XX][546]
MerajJoKOpHea
18 3 roma 3amepkka pocTa, KOpoTKasi Iiest, Kpbl- 45,X[1]/ 45,X[4]/ —
4 mec JIOBUITHASI CKJIaIKa, AHTUMOHTOJIOM/I- 46,XX][28] 46,XX[570]
HBII pa3pe3 IIa3HbIX IIETICH, TEJIEKaHT
19 3 mec HeTtunuuHslii peHoTHI CUHAPOMA 47, XX,+18 47, XX,+18[548]/ —
DaBapaca 46,XX][2]
20 1 mec MBIIP: nopoku cepjlia ¥ roOJJOBHOTO 47,XX,+18 47 XX,+18[534]/ +
MO3ra, CHHIAKTUJIVS, TIOJUIAKTH- 46,XX][30]
TSt
21 3 mec HerunuuyHast KTMHUYECKast KapTUHA 47,XY,+21 47,XY,+21[236]/ +
cuHapoMa layHa 46,XY[28]
22 3Mec MBIIP, 3®P, runepreropnsmM KOpoT- 47, XY,+21 47,XY,+21[188]/ +
KUX TJIa3HBIX 1IeJIel, HU3KOIMOCAKEH- 46,XY[12]
HbIC YIITHbIE PAKOBMHBI, IIOMIEpEeYHAst
6oposna Ha JamoHu, BITC
23 9wmec Hetunuynasg kimHUYeckas KapTuHa 47,XY,+21 47,XY,+21[994]/ F
cuHapoMa JlayHa 46,XY[56]
24  3roma 3I1PP, BIIC, mukporiedanus, MOH- 47 XXX 47, XXX[518]/ =
4 mec TOJIOUIHBIN pa3pe3 MIa3HbIX IIeei, 48, XXXX][2]/
nonepevyHasi 0opo3a Ha JaJoHU, 46,XX][31]
KPYIIHBIE YIITHbIE PAKOBUHBI, apax-
HOTAKTYJIMS
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Tabnuya. Pesynsratel FISH muarsocTiky B rpynme 00c/1eJ0BAHHbIX JeTeil (TPOI0DKeHHe)

Ne Bospact  KiuHuveckue nposiBIeHUs Pesynbrarel uutorenetu-  Pesynbratel FISH IMonTBepXaeHe MO3any-
/o YECKOTO UCCIIeI0BAHNS HCCIIETOBAHUST HbIX (hopm MeTonom FISH
25 4roma IMpennonoxurensHo CILLT, 3TTPP, 46,XX 45,X[71/ —
3aIepKKa pocTa, KOpOTKasl Iesl, 47, XXX[2]/
LIMPOKas TpyaHasl KIeTKa, MUKPO- 46,XX[988]
1edanus, nornepeyHasi cKiaanka
JIaIOHU, TUTIOTEJIOPU3M TJIa3HbIX
1eaen
26 1,5roma IIpenmonoxurensHo CIIT B cBsi3n 46,XX 45,X[28]/ F
C HU3KOPOCJIOCThIO 47, XXX[1]/
46,XX[971]
27 4roma  Toxe 46,XX 45 X[15]/ —
5 Mec 46,XX[985]
28 3 roma IpenmonoxurenpHo CILIT 46,XX 45,X[6]/ 4
47, XXX[71/
46,XX[500]
29  Sner »  » 46,XX 45,X[18]/ +
47 XXX[6]/
46,XX[973]

Tpumeuanue. + M0O3aMLIN3M MOATBEPXKICH; — MO3AULIM3M HE TIOATBEPXKICH; B KBAAPATHBIX CKOOKaX — KOJTMUYECTBO TPOAHATTM3UPOBAHHBIX KJIe-
TOK, COIJIACHO MEXAYHApOAHOM LuToreHeTyeckoit HomeHkarype [30]. BIIC — BpoxneHHblii nopok cepaua; 3[TPP — 3anepxka ncuxope-
yeBoro passutus; 3[IMP — 3amepxka ncuxomoropHoro pa3sutusi; 3P — 3anepxkka duszndyeckoro pazsutusi; MBIIP — MHOXecTBeHHBIE
BPOXICHHBIE TOpOKU pa3Buthsi; MAP — mukpoanomanuu pasputust; CLIIT — cunapom IllepemeBckoro—TepHepa.

B pesynsrare npoBeneHust MONEKYJISIPHO-LIUTOT€HETH -
YECKON AMArHOCTUKHM ObLIW TOJyYeHbl CIEeAyIOUIUe NaH-
Hble: cpeau 12 neteli ¢ MO3auLIU3MOM, OOHApYKEHHBIM
LIUTOTEHETUYECKU, MO3aryHasl (popma aHeyIIOuaIuY MO~
TBepauiach y 11 u O6bu1a uckimoueHa y 1; cpenu 17 mereit
C HEMO3aMYHbBIM KapUOTHUIIOM, BBISBJICHHBIM ITUTOTCHE-
TUYECKU, MO3auLIM3M ObUT oOHapyxxeH y 10 aereit. Takum
o0pasoM, 1051 MO3auYHbIX (OPM aHEYIUIOWAUM MOCie
FISH uccnemoBanus yBenmmamiachk ¢ 3,4 10 5,9% ot obie-
ro uucina nereit (n=354).

OBCYXJ/IEHUNE

MozanyHble (GOPMbI YUCTEHHBIX XPOMOCOMHBIX aHO-
MaJuii MOTYT ObITb 3HAUMMbIM 3TUOJIOTMYECKUM (hAKTO-
POM, BJIMSIIOIIMM Ha CTENEHb TSIXKECTU KIMHUYECKUX MTPO-
SIBJIEHUI TIPU XPOMOCOMHBIX CUHApOMax. B Hactosiei
paboTe MpoBeNeHa OLEHKa YAEJBHOTO Beca MO3aMYHBIX
(hopM YUCIIEHHBIX XPOMOCOMHBIX aHOMAJIUIA B pAHHEM I10-
CTHATaJIbHOM DPa3BUTUU (IO 5 JIeT), KOrna BbISIBJISIEMOCTb
XPOMOCOMHBIX aHOMAJIMI U XPOMOCOMHOIO MO3auliu3mMa
HanOosiee BBICOKa, a MMEHHO B TPYIIITE AETei C 3a1epKKOM
TICUXOMOTOPHOTO U MCUXOPEYEBOTO Pa3BUTHSI, TOPOKAMU
1/WIM MUKPOAaHOMATMSIMU pa3BuTUsl. B mutepaTtype nume-
I0TCSl IaHHbIE O TaK HAa3bIBAEMOM <«HCYE3alollleM» MO3a-
uimsMme [31], npu KOTOPOM Y ONHOTO U TOTO XKe pedeHKa
B paHHeM Bo3pacTe (Hampumep, B 3 rofa) BbISBISLIA MO-
3aUYHbII KJIOH aHOMAJIbHBIX KJIETOK, a Yepe3 HECKOJIbKO
JIET aHaIu3 JUMGOLMTOB MOKAa3blBal TOJBKO HOPMaslb-
Hble KJIETKU. BeposiTHO, 3TO sIBJIEeHUE CBSA3aHO C MPEUMy-
LIECTBEHHBIM OTOOPOM B XOZI€ >KU3HEESITEIbHOCTU HOP-
MaJIbHBIX KJIETOK, KOTOpPbIE B PE3YJbTaTe NeJCHUS] MOLIU

BBITCCHUTh aHOMAJIbHBIN KJIOH. [1o 3T0i1 TprumHe ObLTa
oToOpaHa TpyIllna HeTeil paHHero Bo3pacTta (1o S jer).
JUT BBIABICHUS XPOMOCOMHOTO — MO3aWIIM3Ma, B TOM
quciie HU3Koro ypoBHsS (1o 10%), ObLT MpUMEHEH Mo-
JIEKYJISIPHO-ITUTOTCHETUIECKUI METON MCCIICMOBAaHUS —
dmoopecuenTHast ruopunuszauus in situ (FISH), mo3oisi-
ollasi OINPEAENSITh YNCICHHBIE XPOMOCOMHBIE aHOMAJTI!
C BBICOKO# 9(h(heKTUBHOCTBIO.

Kak mmokazamo ucciemoBaHWe, JETA CO CTePTOU
KIuHMYeckoil kaptuHoit (forme fruste) cuHapoma [a-
YHa ¥ TpUCOMUU X MOTYT UMETh XPOMOCOMHBIN Mo3a-
WIM3M ¢ ipucyTcTBUeM 5—10% HOpMasbHOTO KIIOHA
KJ1eToK BauMormTax nepudepuyeckoit kposu. Tak,
y Bcex 4 neTeit co cTepThiM (DeHOTUIIOM cHUHApoMa [lay-
Ha FISH meTomom Obl1 0OHapyXeH HOpPMaJIbHBIN KJIOH
KkJ1eTok. Takum o0pa3oMm, A0JsI MO3aWYHBIX CJIy4aeB CUH-
npoma JlayHa mocie mpoBeneHHbix FISH uccrnenoBanumii
coctaBuia 25% (7 u3 28) o cpaBHeHuto ¢ 10,7% (3 u3 28),
BBISIBJICHHBIMU ITUTOTCHETUICCKUM MeTomoM. Jlpyrue uc-
cnenoBarenu aHajgoruyHbiM FISH ananusom, Ho c nipu-
meHeHueMm apyrux JHK-mpoO BbISIBUIM XPOMOCOMHBIM
Mo3aniu3M B 33% ciaydaeB cuHapoMa layHa [23].

Bbu1o Takke rnmokaszaHo, yTo oOHapy>KEeHUE IPU LIUTOTe-
HETUUYECKOM HMCCIICTOBAHIY OTHOM KJIIETKH C KapUOTHUIIOM,
OTJIMYAIOLIUMCS OT Mpeodafaloeil KJIeTOUHON JIMHUU,
MOXET TOBOPHTH O Mo3amyHOU dopme cuHopoma. Tax,
B 2 CiTyJasix HAIMIVST HOPMATBHOM KJIETKU TIPU OCHOBHOM
AHEYTUTOMIHOM KJIOHE MO3aWIM3M Tmonrepawics. O6Ha-
PYXEHO TaKXKe, UYTO JIEBOYKM C OTHETBHBIMHU ITPU3HAKa-
mu cuHapoma IllepemeBckoro — TepHepa MOTYT UMETh
«CKPBITBI» MO3auLIM3M C MIPUCYTCTBUEM KioHa 45, X,
KOTOPBIN OBIT BBIABIICH Y 3 U3 7 AeBOUYeK. B CBsI3M ¢ aTM
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B MTOJOOHBIX CUTYALIUSIX pEKOMEHIYeTCs POBECHE Y Jie-
Tell MOJIEKYISIPHO-IIUTOTEHETUIECKOTO UCCIIEIOBAHMS.

IMTocne mposenenHoro FISH wuccnemoBanust coort-
HOIIEHKE TIOJIOB B IPyMIe AETei C XpPOMOCOMHBIM MO-
3aunu3mMoM coctaBuiio 4/17 (0,24), T.e. Mo3au4HbIC
(OpMBI XpOMOCOMHBIX aHOMAJIUN HAOTIOZAUCh TIPU-
OnM3uTeNbHO B4 pasa yalle y IeBoueK. AHaIu3 COOT-
HOILIEHUS TOJIOB Y AeTel ¢ cuHapoMoM JlayHa mokasai,
YTO TMPU peryjsipHbix dopmax Tpucomuu 21 Habmoaaer-
cs npeobiagaHue Myxckoro noma — 13/8 (1,63), Torma
KakK Mo3anvHasi popMa TprcoMuu 21 BcTpedaeTcst valie
y neBoyek — 3/4 (0,75), 4TO COOTBETCTBYET AAHHBIM JIU-
Tepatyphl [32]. Mo3anyHast aHeYIIJIOUAUS. XPOMOCOMBI X
B HallleM MCCJIeI0BaHUM Obljla OOHapyXeHa TOJIbKO Yy Ia-
LIMEHTOB JKEHCKOTO IoJIa.

PesynbraThl JTaHHOTO MCCIIeIOBAHMS TTO3BOJIMIIN OTIpe-
JISIATh TIOKA3aHUsST IJIS TPOBEACHUST MOJIEKYJISIPHO-LIM~
TOTEHETHUYECKOM TUArHOCTUKKN OOJBHBIM AETSIM C LIETbIO
BBISIBJIEHUsI CKpBITOro Mo3auiiu3ma. B mposenenun FISH
HCCIeIOBaHUST Ul OOHAPYXKEHHMSI BO3MOXKHOTO MO3au-
IM3Ma HYXIAIOTCS MalMeHThl CO CTEPTOM KIIMHUYECKOM
KapTUHOM TaKMX XPOMOCOMHBIX CHHIPOMOB, Kak JlayHa,
OnBapnaca, IllepemeBckoro — TepHepa, Tpucomust X,
a TaKKe JEBOYKU C IVCTeHe3Meil TOHa Py HOpMaJTbHOM
KapHOTHIIE, ONPeIeICHHOM [IMTOT€HETUYECKUM METOJIOM.
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IIpuveHeHne puTyKcHMAa0a 1JisA JiedeHus1 JeTeil ¢ pe3ucTeHTHO (hopMoii He()pOTHIECKOTO CHHIPOMA

Rituximab for refractory cases of childhood nephrotic syndrome
J.A. Kari, S.M. El-Morshedy, S. El-Desoky, H.O. Alshaya, K.A. Rahim, B.M. Edrees

Pediatr Nephrol 2011 Jan 31. DOI: 10.1007/s00467-011-1778-0

Ha npotstxeHnn mocieqHeTo AecsSITIIETHS] PUTYKCUMA0 UCTIONB3YeTCs KaK IMperapaTt 9KCTPEHHO!N TOMOTITY TTPY JISUeHUH
JIeTell ¢ pe3UCTeHTHOI (opMoii HepOTUUECKOTo CUHIpOMa. B cTaThe omucaH OMBIT IPUMEHEHUs pUTyKcuMaoa y 4 neteit
C MIMOTIATHYECKUM CTEPOUAPE3NCTEHTHBIM HEPPOTUYIECKIUM CUHAPOMOM C PAa3TUIHBIMHA TMCTOJIOTMISCKUMHM IUATHO3aMU:
2 cy4ast hoKaTbHOTO CETMEHTapHOTO MIIOMEPYJIOCKIIepo3a, 1 ciydait — IgM-3aBucumoii Hedpomaruu, 1 cirydait — 601e3Hr
MUHUMAaJIbHBIX U3MEHEHUI (JTMMOUIHBIN ckiiepo3). Bce GobHbBIE ObUTM Pe3WCTEHTHBI K MMMYHOCYIIPECCUBHOM Teparuu.
Cpennuit Bo3pact aereii coctasuia 10 (§8—11) net.

UccnemoBanus mokasaim oTcyTcTBHe TeHeTndeckoil Mmytaimu NPHS2 y Bcex 60bpHBIX. Bee manyeHTsl Moy o
O[IHOI 03¢ putykcumaba (375 mMr/M?), 4To MPUBEJIO K MOJHOMY McToleHuo oHma B-kietok. Tak, ypoBeHbr CD19 yepe3
3 Mec nocyie nHMYy3mii putykcumaba coctaBu < 1%. JIMIIb B OMTHOM ClTydae He YIajaoCh TOCTUTHYTh CTOMKOI PEMUCCUM, TaK
Kak yepe3 4 Mec ObUT BEISIBJIEH pelIUINB, HecMOTpst Ha otcytctBue CD19. [anueHTs B JalbHEUIIEM He TTOTyJalin 0O~
HUTEJBHBIX 103 PUTYKCHMMa0a, TaK Kak (pakius B-kieTok B cucteme neprdeprieckoro KpoBooopalleHus Oblia ucuepria-
Ha. CiiemoBaTeIbHO, MOXKHO CZeJIaTh BRIBOI O He3(h(HOEKTUBHOCTH OMHOKPATHOTO BBEICHUS PUTYKCUMAaba ISl JOCTUKESHUST
CTOMKOM PEMUCCHM Y IETeH C MIUOMATUIECKINM CTePONIPE3UCTEHTHHIM HEPPOTUIECKIUM CUHIPOMOM, HECMOTPST Ha TIOJTHOE
oTcyTcTBUE B-KIeToK B nepudepruieckoM KpoBooOpallleHH, a MpUMEHEeHNe pUTyKcruMaba B OOJIbIINX JO3UPOBKAX MOXKET
OBITh ITOKA3aHO JUIST pa3pylIICHUST HEUPKYIUPYIOMMX dpakiuii B-kireTok.

Pedepenr U.M. Ocmanos
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