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BBIABIIO H3IMCHCHHC Dslaa MOKABATCICH. KOppeTH-
PY!OWHX C COACPHAHHCM KCCHOOHOTHKOB B GHOCYO-
cTpaTax.
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MUP-IHATHOCTHKA KPHIITHYIECKOMH TPA-
HCJIOKALHH t (12; 21) DPA OCTPOM JIAM-
®OBJIACTHOM JIEHKO3E Y AETEH

YpanbCcKasa rocy JAPCTBEHKRAS MCAHLHHCKAS AKAJCMIA,
MexperioHab b AETCKHIT OHKOTCMATOMOT HMCCKHIT
ucHTp, O6.acTHAA aeTCKas KIMHHYICCKaA 60.1bHIIA

B 1994 r. Romana et al. onucann 4 cmyuas
Tpancaokausu t (12: 21) (pl3:q 22) y GonbHbIX oCT-
puim auspoOaactHeiM aefikolom (OJUT) {3]. Beino
MOKA3ZAHO, YTO HA MOJICKVIAPHOM YPOBHC JaHHAs
TPAHCTOKALHS NPUBOIMT K CTMARHIO HAMATIBLHOM uac-
1 reda TEL u rewa AMLI, koaupyrowero ¢axkrop
TpaHCKpHNuuH |4]. [TockoAbKY UHTOrCHETHUCCKH
JaHHan afcppauns obHapykssanacs jaHwb B 0.05%
cnyqacs OJUJT. xinmepHomy redy TEL/AML1 e npu-
JaBanock OOMbIIOrO 3HAYCHHA B MATOTCHCIC ITOTO
Jabosnesanns. B 1995 r. noseuance coobimcHua o

HCOOBIMANHO BBICOKOIT MACTOTC OBHAPYKCHHA JAHHO-
FO NIMCPHOTO ICHA C MOMOIUBKO AOAHMEPA3HOMR UCI-
Hoit peaxwin (MLP) npi B-:muucitnom OJUT y aereii
{51. Penkoc BhisBaCHNCE 1 (12 21) UHTOTCHETIPICCKHM
METOJ0M OOBACHACTCA YPC3IBBIMAIHON CNOKECTHIO
NIEPCHOCHMBIN NIPH 3TOH TPAHCIOKALHH VMACTKOB 2 1
21 xposocom. B HacTosmee BpcMA aHHAS TPAHCMHO-
KALHA OpH3HAHA Hawbonee uacTo BCTpCuAIOMICiicH
adeppauncii mpi OJUT v zaeteid. o aaumery aurepa-
TYpbt. OHa OOHapysmBactca y 19-27% nauncHTOB.
ACCOUHNPOBaHA C B-1MHCIHHBIM HANMYHO(CHOTHNOM
OMYXO.ICBBIX KICTOK. BO3PACTOM OOIBHBIX OT 2 10 9
NICT M OMCHB OJATOUPHATHBIM MPOrHO30M {BBDKHBIC-
MocTs 90-100%) [2.5. 6]. B cBs3i ¢ 31h™ 6bi710 npea-
noxceno puiacacHue TEL/AMLI-nosrriusubix  naum-
CHTOB KK FPYTIbI MHHHMIBHOTO pHcka | 1].

Hasu 6b110 nposeaeno perpocnexrusuoc nc-
CNCAOBAHHE KJICTOK KOCTHOTO MO3ra 98 nepBiniHbIN
MAUMEHTOB B BO3pacTte or | roaa go 15 zer: v 353
O0LHBIN M1 ITOI TPYMNbI GBI BNEPBBIC BBIABICH
OJUL v 12 ucn. Habmoaa1cs KOCTHOMO3TOBOI petli-
~wms OJUL Hamwme xmumephsix TEL/AMLI Tpanc-
KPHNTOB ONPCACMNAN C MOMOWBIO “THesaHoi™ OT-
[TLIP (oSpaTias TPAHCKpHNUAN C MOCACAYIOUICH ABY-
xarannoit [TLP) no pance onucanHoMy McToay [ 1].

Kpunruueckas tpancnokamms t (12: 21) 6bina
BbisiBIEHA v 9 nmaumcHToB (13.8%). B TOM umCIC ¥
9.4% 6oabHbIX C BnicpBbie BbUBACHHBIM OJUT 1 3
33.3% ¢ pcunansoy OJUL

KapuoTuin onyxoacBbIX KICTOK ObL1 onpe:le-
JICH y 6 mManHeHTOB C BhABICHHOI t (12: 21). dunno-
HAHDL KADHOTHN OOHAPYKCH B ABYX CIVUMIN. THNEpP-
JMOIOHANBI (n=49) - B 0gHOM, B Tpex cayrasx Ha-
6MOTATHCH CTPYKTYPHBIC XPOMOCOMHBIC abeppaLii:
del (1) (p 36). del (6) (¢ 13) nt (11; 14) (q 23: q 24).
Onmyxoaesbic KICTKH nauHcHros ¢ 1 (12:21) B aByx
CYMAAN HMCIH HAMA) HO(DCHOTHI COMINON, B OAHOM -
common c¢ ko3kcnpeccueit CDI13, B ucrwpex -
common ¢ KOJKCmpeccueli ABYX MR Oofec MHCI0-
b anTHrcHoB. ManyHodeHoTHnm pre-pre-B
pre-T onpeacIaaHCh B OAHOM CVUAC KIDKIBIH.

Mauncnryr ¢ U (12: 21) 6bumt 8 BOpacte or 2
70 10 71eT. COOTHOIICHHC MAJILMHKOB H ACBO'CK CO-
crasu10 7:2. Y BceX 00IbHBIX TPH NOCTYILICHKE OT-
MCUCHBI HM3KMIi MM VMCPCHHBI NCiikountos (8 8§
cayuanx - meHee 20000/M151) H yMCPCHHAs renartoc-
nacHosmeraaua. Bo Bcex cayuasax HaGmoaaacs xopo-
iUHIl OTBET HA MPOTHBOOMYXOIEBYIO TCPAmMHIO H Obl-
CTpblii BeINOA B pemiuccHo. OaHako y 6 60bHBIX OT-
MeucHs! peunaiBbl aboncBanna. B ogHom cmyuac
Ha0/uoaaNCsH PaHHHIT PCUMAKMB, B 5 APYrHX Npoaon-
/KHTCILHOCTB MEPBOIi PEMHCCHI cocTaB14aa oT 16 J0
78 mec. 3 mauxcHTa norubau ucpes 35, 36 u 140 wmcc.
NOCAC HAYAA 3260.1CBAHMA.

[ToyueHHBIC HAMH pE3yJbTaThl OTJUTAKOTCA
OT HMCIOMIKNCA B [THTEPATYpe: - BNEPBBIC XHMCPHbBIC
TEL/AML1 TpaHCKpuITI 0OHAPYKCHBI y MALHCHTA C
pre-T HMMYHO()CHOTHNIOM OMYXOJCBBIX KICTOK. - B
rpymne TEL/AML | -no3HTHBHLIX NALHCHTOB BbIABJIC-
HA BBICOKAA “ACTOTA MO3AHHX PEUHAHBOB (44%).
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KPATKHE COOBIEHHA

Taxkuym oOpa3oM. MPaBOMEPHOCTL BBLICICHHA
Bcex TEL/AML -no3HTHBHBIN MAUHEHTOB B 0COOYHO
rpynny, HMEOUR 0 Haubonce 6.1aronpHATHBIN NPo-
rHO3, TPEOVET, 110 HALICMY MHEHUIO, Ja/IbHEIIero
000CcHOBaHHA. BBi1y BbICOKOIT BEPOSTHOCTH BO3HHK-
HOBEHHA MO3AHMN PCUHIKBOB MAUHEHTH! C t (12; 21)
Hy*aa101CA B [TLP-MOHHTOPHHIC MHHHMATLHON pe-
IHAYATbHO{l 001CIHH 1A PAHHEH IHATHOCTHKI IKC-
MAHCHH OMYXOJICBOr0 KJIOHA.
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AHAJIN3 OPAYHH PAIBUTHUSA AHEMHH Y
AETEHA IT'PYAHOI'O BO3PACTA

Ypansckad rocy1apcTBEHHAS METHUHMHCKAA AKAAEMM

Ha npoTsmxeHn# noCACAHINX NeT OTMewacTes
HAMMTENBHBIH POCT “aCTOTHI  KEAC3OACHHUBTHLIN
aHeMHil y ACTEH TPYAHOro Bo3pacta. B coBpemeHnbix
YCAOBWAX AHEMHAH CTAMH CAMOH PACNPOCTPAREHHOIH
ANUMEHTAPHO-IABHCHMON MATOJAOTHEH HE TOMBKO Y
AeTeil. HO M Y XKCHIHH B NMEpHoabl GEPeMEHHOCTH H
naxraudH. Tak, y GepeMEHHBIN KEHIIHH B NOC/CIHCE
AECATHIIETHE DPErHCTPHPYETCA YBENMUCHHE ACTOThHS

aHemuit Sonec ucm B 4.5 pata. B nepuoge Jaxtauuu
AHEMHMH  BCTpCuaOTCH  mpubamiuTensHo 8 70%
CAYUACB, MPHYEM HAIIE BCETO AHCMHCH CTPA/IOT KUK
MaTh, TAK H peOEHOK. M3BCCTHO, MTO Yy KOPMALIHN
KEHUIHH C KENCI0ACPHLHTHBIMH AHCMHAMH MCIb- H
HCACIO-CBIBIBAOILAA  EMKOCTH [PYAHOrO  MOJioka
JHAUKTC.IBHO CHIDKCHBI, MTO CBH3AHO ¢ obucii
FHIOMPOTCHHCMHUCH 1 THMOMHMHAEMHCH  MO:0Ka,
NAPAKTEPHON LA JKCAC30ACHHUUTHOTO COCToRHMA. B
CBA3H C ITHM B MOCACAHHC TOIbl YBCAH'HLIACH
YACTOTA BBIABACHHA AHEMHH HC TOJBKO  1ipH
HCKVCCTBEHHOM, HO H TMPH CCTECTBEHHOM Xapakrcpe
BCKapMAHBaHMA  aeteii. B HacTtosmec  Bpes
CHACPOMEHHUECKHC COCTOAHMA HANOAATCSA HA MEPROM

MecTe  cpead  HeGnaronmpmatHeIX  «(JOHOBHIN»
COCTOSHMIi ACTCH TFPYyAHOro BO3PACTa. HApyLas
NpouccChl  PocTa, HCCNCUMHUECKOH — AJanTauuH.

CHIDKAA PE3HCTCHTHOCTL K HH()EKLUHH. 00yCnoBauBas
BBICOKHH ypOBEHb 3100.1€BAEMOCTH H (DOPMHPOBAHHA
oMaroB XpoHHuYeckoW mH(pexkuun. bouece Toro.
HIMCHHIOCH  COOTHOLICHHC  MOXUIY  “aCTOTOo#
JATEHTHOro AC(hHUMTA KENC3a H KCAC30IS(PHLITHBIN
AHEMHH B CTOPOHY 3HAUHTEIBHONO  YBCIHMCHHSI
MACTOThI AHEMMH C  MOCACAYIOUIHM  PA3BHTHCM
JUCTPOQHUCCKHX H3MEHEHHH BO BCEX TKAaHAN H
opraHax " (popMirpoBaHHEM NO;THOPTaHHOH
NaToJoruy.

YuHThIBAS BKHOCTH MPOONEMBI Ae(PHUHTA
ACIC3a Y ACTEH IPYAHOro BO3PACTA H 3ABMCHMOCTH
COCTOAHHMA MX 3A0POBbA OT XaPAKTEPAa BCKAPMIMBA-
HHS B COCTOAHHA 3A0POBbA MATEPH, HAMH MPOBEICHA
KOMILICKCHAA OLCHKA COCTOAHHA 310pOBbA 52 AcCTeit
NEPBOro ro/1a XH3HH H UX MATCPEH, MPOXHBAIOLHX B
XKenesnoxopoAatonm paiione r. Exarepunbypra. [lpu
QHQIM3E  MOYMCHHBIN NAHHBIN BBIABICH BBICOKHH
NPOUCHT OTATOLICHHOIO AKYWEPCKOTO AHAMHC3
(42,3%), recto30B 6epeMeHHOCTH (63,5%), natonoru-
uyecknX (40%) u onepatuBHmIx (11.5%) pozos. Y
53,8% 006cne10BAHHBIX JKEHIULME BO BpeMs OepeseH-
HOCTH OTMeuanocs 060CTpeHHE XpOHHIEeCKHX 3abosc-
BaHuii, B 42.3% cnyuaes BbIABICHA aHeMuA. Y 60nb-
IIMHCTBA 'KCHIUHH BO BpeMsA GCPEMEHHOCTH OTMEua-
auch koabnuTsl. Cpeant 3ab0neBaHHH HOBOPOAUICH-
HBIX JActelt B 92.3% BCTpe1a1och NMEPAHATANBHOE MO-
PLKCHHE LECHTPAIBHOH HEPBHOI cucremsl. B 30,8% -
BHYTPHYTpPoOHOe HH(miposanue, B 19,2% - runep-
OnanpyOuHemua. Ha ectecTBEHHOM BCKAPMIIHBAHHH B
nepBbie 3 MecAla XKH3HH Haxoawnocs 57,7% acrei. Y
70.7% xOpMAWMX MaTepeH NMpH KAMECTBCHHO HEMoMf-
HOLICHHOM MNHTAHHH BbUfBICHa AHEMHI. NpItéM B
56.2% cmyuaer aHeMHCH CTPagasIH M MaTh, H pebé-
HOK. HecMOTpa Ha BhICOKHE MOKA3aTe;lH €CTECTBCHHO-
ro BCrapmauBaHuA. y 64% o0cnenoBaHHbIX aAeTel
ofHapy>keHa skene30aepPHUHTHAA aHeEMHA IEFKOH CTe-
nenn; 30% acrel UMENH (JOPMANBHO HOPMALHBIH,
HO HE ONTUMAJILHBIH YPOBCHb remorsobusa (110 -
116 r/n). 4 ToabKO B 6% ClyuaeB ypoBeHb I'€MOrJo-
6nHa Obwt onmruManbHbeiM (Gonee 120 r/m). Kaxawid
TpeTHit peOEROK MMen nNpoABAcHMsA AHCOAKTEpHO3R
KHIWEUHHKa, B 9,6% CIyuaeB OTMEMAIHCh OCTpble
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