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Muenoaucniaactuueckue cuHapomsl (MJC) y aereii — rpynma KpaiiHe peIKo BCTpeYalIUXCs
KJIOHAJBHBIX 3a00/1€BaHUIi, B OCHOBe KJacCH(pUKANMU KOTOPOil JIeKUT HUTOMOP(dOIOoruyeckoe Hccaer0-
BaHue nepupepuyeckoii kposu (IIK) m xoctHoro mosra (KM). Lleabio JaHHOrO0 ucc/ieloBaHusl Oblia
KJAMHHKO-J1a0opaTopHasi XxapakrepucTtuka de novo pedpakrepnoii anemuu c¢ 6aacrozom B IIK (PAUB)
u pedpakrepnoii aHemuu c¢ 6gacrozom B KM (PAUB-T) y nereii u ompeaesieHHe J0CTATOYHOCTH KpHTEpHEB
Fab-kaaccnpukauuu npu aguarnoctuke 3tux tunoB MJC B gerckom Bo3pacte. IIpoaHanu3zmpoBaHbl
JIaHHbIe KJIMHUKO-I1a00paTOPHOro, B TOM YHCJe LHUTOreHeTHYeckoro, obciaenopanust y 8 6oabubix ¢ PAUB
uy 7 — ¢ PAUB-1, koropble npoxoauau JedeHue B PHIIIJAOI r. Munck ¢ 1989 mo 2000 rr., a Takixe
B PJAKB r. MockBa. [lpu naHHoM aHajiu3e BbISABJEHbI 2 cjydas 3a0ojeBaHHsi, KOTOpble MO BCeM
kputepusm Fab-kinaccupuxanuu orHocuaucs k PAUB u PAUB-T (no ogHomy 001bHOMY COOTBETCTBEH-
HO), 0OJHAKO HMeJH XPOMOCOMHBIE TPAHCJIOKANHUH, cnenHHYHBIE I OCTPOro MHeI00JacCTHOro
Jdeiiko3a (t (9;11) (p 22;q 23) u t (8;21) (q 22; q23)). B crarbe moka3aHa HeJOCTATOYHOCTH WUTOMOPdo-
JIOTHYECKOr0 M aKTYaJbHOCTh LHUTOreHeTHdeckoro ucciaenopanusi KM npm mocranoBke nmaraoza MJIC
y JAeTei.

Pediatric myelodysplastic syndromes (MDS) are the group of very rare clonal diseases, which are
classified on the base of peripheral blood (PB) and bone marrow (BM) cytomorphologic study. The aim
of this study was to characterize pediatric de novo refractory anemia with blastosis in peripheral blood
(RAIN) and refractory anemia with blastosis in bone marrow (RAIB-t) and to estimate sufficiency of
Fab-classification criteria in diagnosis of these types of MDS in children. Authors analyzed data of
clinical and laboratory (including cytogenetic) examination of 8 patients with RAIB and 7 — with RAIB-
t which were treated in Republic pediatric clinic of Minsk and in Republic children hospital in Moscow
in 1989—2000 years. Analysis detected 2 cases of disease which was classifies as RAIB (1 case) and
RAIB-t (1 case) according to all criteria of Fab-classification, but these patients had chromosomal
translocations specific for acute myeloblastic leukemia (t (9;11) (p 2259 23) and
t (8;21) (q 22; q 23)). The article showed insufficiency of cytomorphologic examination and actuality
of cytogenetic BM examination in diagnosis of pediatric MDS.

Muenoaucmnactuueckue cuaapomsl (MJC) y nereit
— Tpynma KpaiHe peAKo BCTPEUAIOUINXCA M OOBEIMHCH-
HBIX HCKYCCTBEHHO KJIOHAJbHBIX 3a00J€BaHUN CTBOJO-
BOW KJIeTKH: pedpakTepHas aHeMus 0e3 yBEJIHMUYCHHS
6sactoB B nepudepuyeckoir kpoBu (I1K) w/wim xoctHOM
mosre (KM) (PA/PAKC), pedpakrepHas aHemus
¢ Oxnacrozom B IIK w/munu KM (PAUB/PAUB-T)
U IOBCHUJIBHBIA MHEIOMOHOIMUTAPHBIN Jekko3 [1]. Fab-
kinaccudpukanus MJC, npunstas B 1982 r., ocHOBaHa
Ha IUTOJIOTHYeCcKOoM ucciegoBanuu kinetok [IK m KM
U HE YYUTHIBACT OMOJIOTMYECKHE OCOOCHHOCTH T'€MOII0d-
THdeckux kiaetok [2, 3]. Ilpu mocTaHoBKe OHMarsosa
MJIC (PAUB, PAUB-T) BcTaer HeobxoaumocTh audde-
PEHIMAaNbHOW AMATHOCTHUKM 3TUX 3a00JeBaHUN C OCT-
peIM MuenoOsacTHbIM Jieiiko3oM (OMJI) ¢ HM3KMM KOJH-
yecTBoM OnactoB B KM (menee 30%).

Ilenpro Hamero wccieaoBaHus OblIa KIMHUKO-1a00-
patopHas xapaktepuctuka de novo PAUBb u PAWb-T
y JeTell W OompejaeleHHEe JOCTATOYHOCTH KputepueB Fab-
Ki1accuuKauu TpH NUAarHOCTUKe 3Tux TumoB MJIC
B JIETCKOM BO3pacTe.

MaTepna.m,l U METOoAblI HMCCJICIOBAHUSA

MBI mpoaHaJIU3UPOBAIN OCHOBHBIE KIMHHKO-Jabo-
patopHble mapameTpsl y 8 OGonpHbIx PAUB my 7 —
PAWB-1, kotopeie mpoxoaunu nedenue B PHIIIIOT
r. Musck ¢ 1989 no 2000 rr., a Takxe B PJIKb r. Mocksa
(nanuble TIOO0E3HO MPEAOCTABICHBI TOKT. MeJ. HayK
Macuanom A.A.).

Juarnos de novo MJIIC (PAUB u PAUB-1) ycranaBiuBaiu
Ha OCHOBAaHMUU OOLICHPUHATHIX KPUTEPHUEB: OTCYTCTBUE AaHHBIX
O NIPUMCHEHUU HUTOTOKCUYCCKUX U I/IMMyHOCyl'lpeCCl/lBH])IX
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arcHToOB, a TaKXe .]'Iy'-leBOﬁ TE€palnuu B aHAMHE3€C, BbISABJIICHUEC
uutonenuu B IIK u mpu3HakoB KIETOYHOH AUCIIA3UU TPHU
uromopdonorunueckom uccnepoBanuu [IK u KM npu otHocH-
TeabHOM conepxkanuu OmaactoB B KM menee 30%; tunm MJIC
ONpeessuii B COOTBETCTBHHM C pekoMeHaauusmu Fab-kmaccu-
(bHKaL[PIH; B KA4C€CTBC JOIMOJTHHUTCIBbHBIX l/ICCHC):lOBaHl/Iﬁ JUJIsI
YTOYHEHHUS] UarHo3a HCIOJIb30BaJId LHUTOIEHETHYECKOE HC-
cnenoBanue [IK m KM. BoisBieHue TpaHCIOKalMi, XapakTep-
HbIX Tonbko it OMJI — t (8;21) (q22;922), t (15;17) (q22;
ql1—12), inv 16 u BapuaHThl, peapaH)XUPOBKH C ydyacTHEM
xpomocombl 11923, — mo3BOJsI0 OTHeCcTH 3abojeBaHHE HE
k MJIC, a xk OMJI y 00ibHBIX, UMEBIIMX KOJHUYECTBO OJIACTOB
B KM wmenee 30% (EWOG, 1998).

Knerounocts KM ompenensnu Ha THCTOJIOTHYECKUX Cpe-
3ax KM BH3yalbHO MOJYKOJMYECTBEHHO C y4€TOM BO3PAaCTHOM
HOPMBI. CMCLH@HI/IG MHUECJIIOUIHBIX TPEAECCTBEHHUKOB C II0-
BEPXHOCTH DHAOCTA B ILIEHTP MEXKTPAaOEKyJISIPHOTO MPOCTpPaH-
CTBa PACLEHMBAJIN KaK aHOMAJbHYIO JIOKAJIM3ALUIO HE3PesbIX
npenumectseHHUKoB (AHJIIT). ITpucyrctBue 3 u Gosee ckoruie-
Huit AHJIII B mozie 3peHHs Ha CpeAHEM YBEIHMYEHUU paccMmart-
pUBalM Kak paHHUH MOpP(OJIOTHUECKUH NPU3HAK aKKyMYJIs-
un 61actoB B KM. ®ubpo3 KM oreHnBanu MeToa0M CBETOBOM
MUKPOCKOIIMHU C HCIOJb30BAaHUEM CIEAYIOIINX METOIUK: ce-
pebpeHue peTUKyIsipHO# cTpombl o ['omepy, okpalinBaHue
reMaTOKCUJINHOM M 303MHOM 1o Maccony.

Jlns uuroreHerndyeckoro ucciemoBanus 1K m KM wc-
M0JIb30BaIN OOUICNPUHATHIM METOX KPAaTKOCPOUYHOT'O KYJIbTH-
BupoBaHusa kKieTok KM ¢ mocaenyromieit auddepeHunanbHom
G-oxpackoit MeradasHbiXx XpomMocoM. XpoMOCOMHBIe abeppa-
UM ONMCBHIBAIM N0 MexAyHaponHoil HomeHkiaType (ISCN,
1995). AHOManbHBIA KJIOH ONpENessUId 10 HAJIUYMUIO HE MEHee
IBYX MeTadasHbIX IUIACTUH C MISHTHYHON XPOMOCOMHOM adep-
pauueit npu ananuze He MeHee 20 meradas. HaeHtuunyro
xpomocoMmHyio abeppaunuio B numdouutax [1K pacuenuBanu
KaK KOHCTUTYLMOHaJIbHYIO. MOJEKyIsIpHO-OMOI0THYECKOE
ucciaenoanue KM npoBoauiaym METOAOM IOIMMEpa3HOW Len-
HOU peakuuu JUIsl ONPENESCHUs] XHMEPHBIX I'€HOB, aCCOLUUPO-
BanHpix ¢ OMJI, — AMLI(CBFa)/ETO; PML/RARa; CBFB/
MYHI11; MLL.

PeSyJ’[BTaTbl H HX 06cy)lcz[eﬂne

B rpynmy PAVB Mel Brmrounnu 8 meTedl B BO3pacTe OT
1,2 no 13,6 ner (memmana 5,3 roma). COOTHOIIEHHE TIOJOB
6buto 1 : 1 (4 mampumka u 4 neBoukn). KoHCTHUTyIMOHATB-
Hble W3MEHEHUs OblIM omucanbl y 3 u3 8 nereid
¢ PAUB: Gone3np JlayHa — y OmHOTO OOJBHOTO, OCTEOXOH-
nponatusi(6onesnp Illoiiepmann — May) — y oaHoTO,
JOTIOJIHUTENIbHAS XOpJAa B JIEBOM JKEIyJO0YKE cepama —
y onHoro. llutorenernueckoe ucciaenoanne KM Owimo
npoBeaeHo 5 GonpHBIM. KiloHanbHBIE aHOMAINMM KapHOTHIA
BBISIBJIIEHBI y oaHOro mamuenta: dup(5) (pl5),+21.

B rpynny 6oxpabIXx PAWB-T MBI BRIIOuMIM 7 neTe
B Bo3pacte oT 3,8 mo 13,6 ner (memuana 8,2 rona), U3 HUX
S Obuin Manbuyuku. KOHCTUTYyLUHMOHAIbHbIE HW3MEHEHHUS
omucanel y 2 w3 7 peteit: cuHapom KalOyku
y OJHOTO, Ae(PEKT MEXKIKEeITyJOUYKOBOH Meperopoaku —
y oxHoro. KioHanbHbIE aHOMAJIMK KapUOTHIIA BBISBICHBI
y 3 u3 7 OONbHBIX: TpOCThie — Yy 2 (MOHOcOMHUS 7),
KOMIUIEKCHBIE — Yy oxHoro (—7, —21, +3, +mar).

[To mamueIM nuTepaTypsl, MJIC B meTckoM Bo3pacTte
B '/, clyyaeB pa3BuMBaeTCs Ha ()OHE KOHCTHUTYIHOHAJb-
HBIX H3MeHeHud [4, 5]. B mame#l rpymme muccienoBaHus
Takke y OOJBIIOro KOJWYECTBA OONBHBIX MBI HaOIIOHAIH
TE WJIM WHbIC M3MEHEHUS KOHCTHTYUUH. [Ipu 5TOM MBI He

BBISIBHJIM  CIEIU(PUUSCKUX M3MEHEHUH KOHCTUTYLHH
1 aHOMaJUil KapHOTHUIIA, YTO TAKXKE COTJACyeTcsl ¢ Hccie-
JIOBaHUSAMH JPYTUX aBTOpoB [4—T7].

B kimnHHueckoW kapTuHe 3abolieBaHusl y jaereid
¢ PAUDB Benymumu ObUTM aHEMHUYECKHMH M remMopparuyec-
KUH cuHapoMbl. Ha MOMEHT NOCTaHOBKM JuUarHosa
2 6onpHBIXx PAUDB mMmenu MHQEKIIMOHHBIE OCIOKHEHUS
— THEBMOHHS y OJHOTO, aHTHHA y OJHOTro peOeHkKa.
YacToTa OCHOBHBIX KIMHHYECKHX CHHIPOMOB y OO0Jb-
Heix PAUB mpencrasnena B Tabdn. 1. Ilpn kamHHMYECKOM
OCMOTpE aHEeMHMYECKUH CHHIPOM 3aperuCTPUpPOBAH y BCEX

6onbHbIX PAUDB-T, Tremopparuyeckuiit — y OOJBIINH-
crBa. MH(peKIMOHHbIE OCII0KHEHHS HAa MOMEHT IOCTYII-
JICHUS OTMEUYEeHBl y 2 u3 7 OOJBbHBIX — BOCHAJICHHUE

NPHUAATOYHBIX IMa3yX Hoca y onHoro, herpes labialis
y oaHoro pebeHka.

Tabauya 1

Knmnnyeckasi xapakTepucTHKA §0JIbHBIX
PAUBuPAUB-T

Kiuauueckue cunipombl PAUB | PAUB-1
n=8) | (=7)
AHeMHUYEeCKUi 7 7
I'emopparuueckuit 5 5
nuMdoaIeHOTTATHSI 5 3
. rernaTroMerays 2
T'uneprutactidecknit
CIUICHOMETAJTUS 1 _
renaToCIyieHOMeEranus 2 3
MHpEeKIHOHHBIC OCTOKHEHUSI 2

IIpu naGopartopHom obcienoBanuu (Tadbm. 2) y Bcex
0oabHbIX PAUWDB BbIsiBUAM anemuto [—II crenmenu Ttske-
ctu. Y OonpmuHcTBa O60abHBIX PAWB komuyecTBO
JEUKOIMMUTOB OBIJIO HOPMAJbHBIM HJIH CHUXKCHHBIM.
TpoMOoOUHUTONEHUST PA3JUYHOW CTENEHHM TSIKECTH Ha
(GbOoHE CHHIXCHHUS HJIM OTCYTCTBHS METrakapHOIUTOB
oTmMedeHa y Oonbmeil uwactu gereit ¢ PAUB. V '/,
MalMeHTOB MPU3-HAKU JTUCIIA3UU OTMEUEHBI TOJBKO B
MHEJIOUJHON JTMHUU IeMOT033a, MpUMEpPHO y '/, —
B MHUeJOUIHON u sputrpouanoil. Ilpu ucciegoBanuu
nabopaTopHBIX MoKa3zatener y Bcex OonbHBIX PAUDB-T
BeIsiBieHa anemus [—III cremenu TskecTH U TpomMOO-
nutonenus. JlelkonuTo3a He OBIIO HU Yy OAHOTO OOJb-
HOro. MerakapuonuThl ObUTM CHHM)KEHBI WU OTCYTCTBO-
Baiu y OonbmuHCTBa OONBbHBIX. J(Mcmma3us mMueno-
U JPUTPOIMOI3a HaOII0Aanach y MOJOBHHBI MAIllUEHTOB,
Yy OCTajJbHBIX IHCIJIAaCTHUEeCKHE H3MeHeHus kieTok [IK
n KM HaiiieHbl BO BCEX TpeX JUHHSAX.

VY mnonosunbl 6onbHBIX PAUDB knerounocts KM Obina
B mpejaenax BO3PACTHOW HOPMBI, Y BCeX MAlUEHTOB (U3
TeX, KOMy TPOBOAWIACH TpemaHoOuorncus) Haiigena AHJIII
B KM (ta6a. 3). Ilpu muTtoMOp(OJOTHYSCKOM HCCICI0-
Baunn KM y GonpHbix PAWB-T HamMu ycTaHOBJIEHO, YTO
B OTOH Tpymme OJWHAKOBO YacTO BCTPEYAIUCHh OOJbHBIE



Tabruya 2

JlaGopaTopHasi xapakTepuctuka 00abHbix PAUB u PAUB-T

PAUB PAUB-1
[Toxazarenu (n=8) (n=7)
> 110 —
110—90 4 3
I'emornobun, r/n 89—70 4 2
< 70 — 2
M £ m 90 + 4.4 80,6 = 6,0
> 11 2 —
3,5—11 4 4
JletikonuTer, - 10%/n
< 3,5 2 3
M+ m 72 + 1,8 51 + 1,2
> 1500 4 4
500—1500 2 2
Heiitpodunsr, mMm? 200—499 2 1
< 200 —
M= m 2310,5 + 986,4 1155,7 + 476,1
> 150 2 —
31—150 4 3
TpomGouutTer, - 10°1 10—30 1 2
< 10 1 2
M £ m 123,9 £ 69,5 54,7 £ 21,6
MerakapuoLuThl HOpMaJIbHOE KOJIUYECTBO 1 1
B KOCTHOM MO3re CHMKEHBI/OTCYTCTBYIOT 7 6
Jucmiasust KISTOK i 2 _
KOCTHOTO MO3ra JIBYXJUHEHHASA 3 4
TpexJuHeHHas 3 3
Tabauya 3

uromopdonornyeckue 0co6eHHOCTH KOCTHOro Mo3ray 601bHbIX PAUB UPAUB-T

Ipymmst Knerounocts Dubpos AHJIIT

OOMBHBIX | foppimena | HOpMa CHIKEHA ecTh HeT HOpMa ecTh HeT HOpMa
PAUB 2 2 1 6 1 7 H/ 1

PAWB-T 3 3 2 5 /K 7 /I /A

H/ﬂ — TpeHaH06I/IOHCPI}O HE [IPOBOANIIN.
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C THUMOKJIETOYHBIM M THUNEpkiIeTouHbiM KM. V GonbiimH-
CTBa MAaIMCHTOB 3a)MKCHUPOBAHO OTCYTCTBHE (HuOpoO3a,
y Bcex OoxpHBIX BH3yanbHO BbIsBIeHa AHJIIT B KM.

IIpn ananu3e KIMHUKO-JIA0OPaTOPHBIX MapaMeTpPOB
de novo MJIC y neteii Mbl BBISIBUJIM JABa cliydas 3a0o0-
JeBaHMsI, KOTOpbIE MO BceM Kputepusim Fab-kmaccudu-
kanuu oTHocuinuch kK PAUB u PAUbB-t (mo oaHomy
00JTLHOMY COOTBETCTBEHHO), OJHAKO HMEIH XPOMOCOM-
Hble TpaHciokamuu, cuneuupudnsie mass OMIL. Dtum
0o0JIbHBIM OBLT BbICTaBIICH auarHo3 OMJI, Mbl HE BKIIFOYH-
M UX B TPYIIy HUCCIEAOBaHUS M, BBUIY KpailHE peaKou
BcTpeuaemMocTd OMIJI ¢ HHM3KMM KOJIHYECTBOM OJacTOB,
HIDKE TPUBOJMM KIMHUYECKHUE MPUMEPHl 00OMX Clydaen
3TOTO 3a00JEBaHUA.

Pe6enok Cepreii III., 26.07.1997 r.p., GoyieH ¢ ampens
2000 r., korga nmosiBuiach (edbpuibHas Temmnepatypa (zo 39°C),
HNPUIYXJIOCTh B OKOJIOymHONH obmactu. 21.04.00 pebGenok roc-
NUTAIN3UPOBaH B MH(EeKIHOHHOE oT/AeieHue [leTpukoBCKO
IPH ¢ aumaraozom: «DOUAEMUYECKHI MApOTUT, JUM(POAICHO-
natus». 24.04.00 nmosBUIMCH HOCOBBIE KPOBOTEUEHHUS, B 00-
[IeM aHaju3e KPOBH — TiyOoKas aHeMHs U TPOMOOLHUTOIIE-
HUS, B CBSI3M C 4eM pPEOCHOK IepeBeleH B IeMaTOJIOrHYecKoe
otaesieHne 'oMenbCcKol 007aCTHON KIMHUYECKOH OOJIBHUIIBI,
rae ObUT BBICTABJEH AUAarHo3: «MuUenogucHaacTUUYECKUN CHH/I-
poM ¢ M30BITOYHBIM KoOJMuecTBOM OisacToBy. 16.05.00 pebenox
rocnutanusuposan B PHIIIJIOI' nns manbueifmero oOcieno-
BaHHUA U JICYCHMU.

CocTosHME NpU HOCTYIUIEHUM Tsbkesnoe. KoxkHble MOKpo-
BBl OsiepHble, chinu HeT. llepudpepuueckue numdaruyeckue
y3JIbl HE YBEJHYCHBI, dJacTU4YHbIe, Oe300sie3HeHHbIe. TOHBI
cepaua puTMuuHble, cierka npuriaymensl, YCC 130 ynapos
B MuH. Jlerkue 0e3 ocobennocreir, U/l 30 B mun. XXupor
MSTKH, 0e300sie3HCHHBINA. [ledeHb BBICTYMaeT M3-MOJ Kpas
pebepHoOii 1yru Ha 3 cM, celie3eHKa — Ha 5 cM. DYyHKIHOHAIb-
HBIC OTIIPABJICHUA HE HapyLUeHbI.

OO6uwmii ananu3 kpoBu npu nocrymienun: Hb 72 r/m, ap.
2,91 - 10'%n, tp. 179 - 10%m, n. 6,0 - 10°m, u. 1%, cerm. 9%,
aumd. 89%, mon. 1%, COD 56 mm/4.

KocTtHo-Mo3roBass myHkius ot 29.05.00: muenobiacTsl
19,5%, wuelitpodunbHbiii poctok 26%, numbonutsr 23,5%,
MoHouuThl 0,5%, sputpounssiii pocrok 30,5%, Muesokapuo-
wutel 50 - 10°/1n, merakapuorutel 0. 3akiouenue: KM ymepen-
HO 60FaT KJICTOYHBIMHU 3JICMEHTAMHU, MHOT'O pa3pyme1—u-n>1x KJIe-
TOK; €IMHUYHBIC MEraKapuoOLUThl, He (YHKUHOHUPYIOT; Malo
CBOOOIHO JIeXKAIIUX TPOMOOLMTOB; BBIPAXKEH AM3IPAHYJION0I3
— JHCCOLMALMA CO3PEBAHMUA AApa U LUTOIIA3Mbl, TUIIOIPaHYy-
UM HEHTpo(UIIOB, AereHepaTUBHBIE U3MEHEHHSI HEHTpOdu-
JIOB, BBIPpAXEH AU3SPUTPOINOI3 — BaKyOJHU3alUusd LHUTOIJIA3MBbI
IPUTPOKAPUOIUTOB, KAPUOPEKCUC M IHKHO3 sjpa.

Tpenanobuorncus or 19.05.00: rumepruiazust KPOBETBOP-
HbIX KiIeTok (kierounHocte KM 100%) 3a cuer rpanyionurap-
HOT'O psiZia, B KOTOPOM IPeo0IafaloT MOJIOJbIC KISTKH, OTMeda-
eTCsl aHOMaJlbHasl JOKAJIM3aIHsl He3PeNbIX MPEALICCTBEHHUKOB,
KOJIMYECTBO OJPUTPOUIHBIX OCTPOBKOB yMCHbIJ_ICHO; l'lOl'lyJ'lﬂLll/lfl
MErakapuolUTOB IpEJCTaBlIeHa KaK 3peibIMU (opMaMu, Tak
U MHKPOMErakapuoILUTaMHU; COCYAbl PacIIMpPEHbl; HepuTpade-
KyJsIpHBIH Muenodubpos. 3akiroueHue: Mopdosioruyeckas
kaptuHa cootBerctByer MJC c¢ AHJIII B KM u ouaroBeiM
Muea0Gpudpo30M.

Ha ocCHOBaHMM LMTOreHETHYECKOTro uccienoBanus KM
oT 29.05.00 (pesynbrarsl momyuensl 18.06.00), mokasaBuiero
HaJIMYMEe XPOMOCOMHON TPaHCIOKAIUH, CICHUPUIHONU TOJb-
ko mist OMII (46, XY, t(9;11)(p22;q23) [9] /46, XY [1]),
peOeHKy ObLI BBICTaBJICH OKOHYATEJNbHBIH AMArHO3: OCTPBIil
muenobnacTHelil Jieiiko3 (M1 mopdonorus no Fab-knaccudu-

kanuu), nepuon pasrapa. C 29.06.00 mo 20.05.01 mosyuan
jgedyenue no mnporokoiny MM — OMII-2000. I'emaronoruuec-
Kasi peMHUCCHs JOCTHTHYTa IIOCJIE IIepBOro OJIOKa MOJIUXHMHUO-
Tepanuu. B Hacrosmiee BpeMsi OOJbHOW HAXOJMTCS B MEPBOH
MOJIHOW PEMHUCCUH.

Pebenok Taucus I1., 14.04.1991 r.p., GonbHa ¢ ceHTAOPs
1999 r., Korja MOSIBUJIMCH BSIJIOCTh, CI1a00CTh, OOJIM B KUBOTE,
HepPUOJUYECKHE MTOABEMbl TeMIepaTyphl Tela 10 cyodeopuiib-
HBIX nuop. 29.02.00 amOynaropHo Obl1 chaenan oOMMH aHAIU3
KPOBHM, B KOTOPOM OOHapy’>KEHbl aHEMHUs, TPOMOOLUTONECHUS U
«arunuunbiey kiaetku. 01.03.00 nocrynuna B PHITIAOT nus
0o0clie10BaHUsA U JICUCHHUS.

CocTosiHME TIPU MOCTYIUICHHH TsDKEI0e, TeMIilepaTypa Tela

37,1°C. KoxHble MOKPOBBI OJCIHBIC, HA KOXKE HIDKHHX KOHEU-

HOCTECH 3KXHMO3bI, TeMOpparudeckas cbinb. llepudepuuec-
Kue nuMdaruuecKkue y3Jbl HE YBEJIHYCHBI, dJIacTHYHbIE, 0e3-
Oosnesnennble. Crnusncrasi 000JI0YKa IOJIOCTH pPTa YUCTas, 3€B
runepemMupoBan. OTMedaeTcs CIM3UCTO-THOWHOE OTHaeNsieMoe
U3 Hoca. MHOXeCTBEHHBIH kapuec 3yO0oB. TOHBI cepala puT-
muussle, rpomkue, YCC 106 ynapoB B MuH. B serkux pasHoka-
J'[PI6CpH]>IC BJIQKHBIC XPUIIBI B HUXXKHUX OTHAEIAX, B HI/I)KHCI\/'I J0J1e
clieBa MeEJKOIy3blpuaThle Xpunsl Ha Broxe, YJ| 24 B muH.
Kusor msirkuii, 0e30one3neHHblid. [lanpnupyercs kpait mede-
HHU, Celie3eHKa He mnanpnupyercs. OyHKIMOHAIbHbIC OTIPaB-
neHust 6e3 0COOCHHOCTEHH.

Pentrenorpamma mpuaaTO4HBIX HA3yX HOCA: JBYCTOPOH-
HUI OCTpbli raiiMoputT. PeHTreHorpamma JIerkux: AaHHBIX 3a
ITHEBMOHHWIO HET.

O6mui aHanu3 KpoBu npu moctymieHuu: Hb 71 r/x, ap.
2,18 + 10'%/m, tp. 18 - 10°n, n. 3,2 - 10%n, cerm. 7%, numd.
86%, moH. 2%, OGuactel 5%.

KocTHo-Mo3roBass nynkuus ot 02.03.00: muenoOuactsl
18% (M2 wmopdonorus no Fab-kmnaccudukanuu), HeHTpo-
bunbHBI  pocTOK 62,25%, s03uHOGMIBI 4%, TUMQPOIHUTHI
7,5%, monouutsel 4%, miazmarudeckue kietku 0,25%, spur-
pouaHblii pocTok 4%, muenokapuouuthl 198 - 10°/1, meraka-
puonutel 0. 3akmoueHue: KM odeHb 6Orat KiIeTOYHBIMH
9JE€MEHTaMH, CBEPHYJICA; MErakapHOLHUTHl eIUHUYHBbIC, QYH-
KLIHOHUPYIOIUE HE HaWJCHBI; Malo CBOOOJHO JEXKALIUX TPOM-
OouMTOB; B OiacTax MMeEETCsl 3epPHUCTOCTb M IMallouku Ayapa;
BbIPAXXCHBI SABJICHUS }11/[3FpaHyJ'IOLlI/ITOl'1033a B BHUAC rumnorpa-
HYJISIIUH HEHTPO(QHIOB, UX MaKpOLMTO3a, AMCCOLHALUU CO-
3p€BaHuA dJipa U LUTOIJIA3MBbI.

UmmynodpenorunupoBanue KM ot 02.03.00: npencras-
neHa (QEeHOTHNHMYECKasi XapaKTEePUCTHUKA BCEH MOMyJISILUN MO-
HOHYKJIEApOB.

02.03.00 nmeBouke BBICTAaBJICH IpPEABAPUTEIbHBIM auar-
HO3: MHEJIOJUCIUIACTHYECKUI CUHIPOM, pedpakTepHas aHe-
Musi ¢ u3bbITkOM OiactoB B Tpanchopmaruun; OPBU, asycto-
pOHHUI OcTpblii raiMopuT, OoCTpbli OpoHXUT. OAgHAKO Ha
OCHOBAHHMHU pe3yJbTaTa LUTOTEHETHYECKOTO HCCIEeIO0BAHUS
KM ot 02.03.00 (pe3ynbprarsl nmomyuensl 15.03.00), moxasas-
niero Hanuuue cneuupuuHo mns OMJl TpaHcrmokamuu
(45, X —X, t(8;21)(q22;q23) [19]) Obln BBICTaBJIEH OKOHYa-
TEJNbHBIH MHArHO3: OCTPbIH MHEN00JacTHBIN Neiiko3 (M2 Mop-
dosoruss mo Fab-kmaccudukanuu), nepuon pasrapa. Jleue-
Hue Hawato 17.03.00 mo mporoxkonry MM — OMJI — 2000.
IemaTtosoruyeckass peMuccus Oblla JOCTUTHYTa IOCJE Hep-
BOro OJIOKa MOJUXUMHOTEpAINHH.

HecmoTpss Ha TO urto Fab-knaccubukanus crajia
CIUHBIM SI3BIKOM OOIICHUS MEKIY KIMHUIUCTAMH, MOP-
dororaMm W HWCCIEIOBATEISIMH, OTKPHITHE OMONOTHYEC-
KUX 0COOEHHOCTeW remomodTHdyeckux kierok npu MJIC
JNHUKTOBAJIM HEOOXOAUMOCTh HMCIOJIB30BAHUS JJISI MOCTa-
HOBKHM JMAarHo3a HE TOJBKO LUTOJIOIMYECKUX, HO U LUTO-
TCHeTHYCCKUX MapaMeTpoB [2]. B Hamrelr pabGoTe MBI Tak-



e TIOKa3aliM, 4TO y JAeTeil B HEKOTOPBIX CIIydasiX HEBO3-
MOXHO BBICTABUThH NPABHUIbHBIA JMATHO3, OPHUEHTHUPYSIChH
TOJILKO Ha KputTepuu Fab-kiaccudukanumu, Ha 4TO yKa-
3BIBAIOT M Jpyrue aBTOphl [3].

Takum obOpazom, Fab-kinaccudpukauuss MIC He yuu-
THIBACT Takylo maTojoruio, kak OMJI ¢ HU3KUM KodHmue-
CcTBOM 0J1aCTOB, KOTOpas MO IUTOJIOIMYECKUM I0Kazare-
asam cxogaa ¢ MJIC (PAUB umu PAUB-T), HO uMmeer Kio-
HaJbHBIC aHOManuu Kapuortuma — t(8;21) u t(9;11), —
crnenupuynsie ans OMIJL
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