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KJITHIYHUI BUTIALOK TPAH3MTOPHOTO
AHOMAJIbBHOTI'O MIEJIOIIOE3Y

Y HOBOHAPO/I>KEHOTO
J. B. Konwéaxina, H. M. Kpeuyy

Buuniuii nepxaBHuil HaBUadbHUN 3aKian Ykpainu
«ByKOBUHCHKNH J1ep)KaBHUH MEIUYHHH YHIBEPCUTET»
(m.YepniBui, Ykpaina)

Pe3tome. Onkozemamonoziuni 3axeopio6anns OuUmaAY020 GiKy € AKMYyaibHOI0 NPOOIEMOI0 CYYACHOI 0XOpPOHU
300po6’s. Tpansumoprnuii anomanvrui mienonoes (TAM) 32iono kracugixayii BOO3 gionocumucs 00 epynu K10HAb-
HUX MIETONPONihepamusHux 3axeopoeans ma cnocmepizcacmovca matidce y 5-10 % HooHapoOddcenux i3z cunopomom
HecmabinbHOCMI XPOMOCOM, Y MOMY HYUCTL Y Hemosaam i3 cunopomom Hayuna. Cymmesa ponv y eunuknenni TAM 6io-
800UMbCA BHYMPIWHbOYMPOOHTU noagi comamuunoi mymayii eeny GATAI, axuii posmawosanuii Ha X-xpomocomi ma
K00y€ (hakmop mpanckpunyii, HeoOXiOHuUll 01 HOPMATLHO20 epUmpo- ma meeaxkapionoesy. ¥ 0inouiocmi HOBOHAPO-
0JICeHUX 3AXB0PIOBAHHS Nepebicae Oe3 uimKkoi KIIHIUHOT CUMNMOMAMUKU, dlle 8 OKPEeMUX UNAOKAX MOICYMb 8IOMIYd-
Mucy IHMOKCUKAYIUHUL, 2INepRIACMUYHUL, 2eMopaziynull ma anemidHutl cunopomu. Ilpu yvomy, nepebic po3eumky
TAM 3anesxcumo i0 eecmayiiiH020 iKYy, 8UXIOH020 PIGHS JEUKOYUMIE, AKMUBHOCMI NEYIHKOBUX (hepMenmie ma pieHs
oinipy6inemii. Ha cvo200ni TAM poszensioaroms ax 0cobauguil apianm 2o0Cmpozo 1euko3y GemaibHo2o noXo0dceHH sl
3 00MeNCYIOUUM 3POCMAHHAM Ma 30AMHICII0 00 CHOHMAKHHOI pemicii abo peepecii.

Y cmammi nasedeni ocobnusocmi kniniku ma nepebicy mpaHzumopHo2o aHomaibHo2o mieronoesy (TAM) y noso-
HAPOONCEHOT OUmuHU Ha POHI KOHCmumyyiunoi mosaivnocmi 3a mpucomieio 21-uoi napu xpomocom.

Kniouosi cnoesa: nosonapodocenuil, mpanzumopnuti anoMarbHuil Mi€10n0es, KoHCmumyyitina mosaiunicms 3a

mpucomieto 21 napu xpomocom.

Tpausutopuuit anomanbHuii Mienonoe3 (TAM)
srigno knacudikanii BOO3 (2009 p.) BizHOCUTBCS 10
IPyI¥ KIOHAJTBHUX MI€NOMpPONiepaTHBHUX 3aXBO-
pIoOBaHb Ta crmocTepiraerses maixe y 5-10 % HOBO-
HapOJKEHUX 13 CHHIPOMOM HECTaOiTbHOCTI XpOMO-
COM, B TOMY YMCIIi, y HEMOBJIAT i3 cuHApoMoM [layHa
[1]. IMepebir 3axBoproBaHHS CHPUATIUBHI. Maiixe
y OinpmrocTi aiTel el cTaH TPOXOAUTH CAMOCTIHHO
0e3 mikyBaHHS 4depe3 3-6 MicsIiB MicIs HaApPOIKCH-
Hi. Ane y 20-30 % Bumajgkax BOPOJOBXK HACTYITHUX
3-4 pokiB XHUTTS MOXe BinOyBaTucs TpaHchopmaris
y rocTpuii MerakapioOiacTHuii neiko3 [2]. Ha cpo-
TOAHI BU3HAHUM BBAXXAEThCS BHYTPIIIHbOYTpPOOHA
Teopist po3BUTKY TAM 3 GpopMyBaHHSM MYTaHTHOTO
KJIOHY y (eTanpHii medinmi. 3rigHo JiTepaTypHUX
JUKEpEeN TeHmaTOIUTH Ta CTPOMAaibHI KIITHHH IMEUYiH-
KU MPOAYKYIOTh BEUKY KiTBbKiCTh POCTKOBHX (aKTO-
piB reMorioesy, y TOMYy 4YHCIi TPOMOOIOETHH, SKHii
CIpusie pO3BUTKY mnyxiauHHOI mnponidepanii. Kpim
Toro, y po3Butky TAM cyTTeBa poiib BiABOAHUTH-
cs BHYTPIMHBOYTPOOHIN MOSIBI cOMaTUYHOI MyTaiii
reny GATAI, sxuii po3TamoBaHuil Ha X-XpOMOCOMI
Ta Koaye (akTop TpaHCKpUNIii, HEOOXimgHWI s
HOPMAaJIbHOTO epUTPO- Ta Merakapionoesy [3]. Jlose-
JICHUH MaToreHeTuYHuil 38’130k Mik TAM 3 Tpuco-
Mi€ro 1o 21-miit xpomocomi [4, 5]. HalronoBHIMO0
BigMiHHicTIO TAM y mite#t i3 cungpomom JlayHa Bifg
TOCTPOTO JIEHKO3y € Te, MO0 BiACOTOK OTAaCTHUX KIi-
THH y KICTKOBOMY MO3Ky HIXXYe HI)X Yy mepudepiinii
KpoBi. PiBeHb epUTpOLMTIB Ta HEUTpPOQiNiB MOXKe
OyTH HOpMaJdbHHUM abo0 )X MOXKE CIIOCTEePiraTUCh Jiek-
KOIIMTO3 13 3CYBOM BJIiBO, ONTMCAaHI TPOMOOUMTOMNCHI]
abo TpombonuTo3m [6].

Y OinpmocTi HOBOHAPOIKEHUX 3aXBOPIOBAH-
Hs mepebirae 6e3 WiTKOT KJIIHIYHOT CUMIITOMATHKH,
ajle B OKPEeMHUX BHIAJKaX MOXYTbh BIMI4aTHCh iH-

TOKCHKALifHUH, TiNepriiacTUYHUN, TeMOpariuHuil
Ta aHEMIYHUWA CHHAPOMH. Y KIIHIYHIA NpPaKTHII
NiaTHOCTUYHI TPYIHOIII BUHHUKAIOTH TPHU IPOBEICHI
nudepeHIinao] TIaTHOCTHKH 3 BPOIKEHOIO IIHTOME-
rajJoBipycHOI0, mapBoBipycHoo Ta Emmreitn-Bapp
BipycHOI0 iH]eKIissMH, BpOJKEeHUM cudinicom, Heo-
HaTaJbHHUM CEICUcOM, cuHIpoMoM DaHKOHI Ta BpoO-
JUKCHOK TPOMOOIUTOIICHIETO.

HaBoxgmmo BnacHUi kiiHiYHUN BUmagok TAM y
IUTHHU, sSKa mepeOyBalla Ha CTaIliOHAPHOMY IiKy-
BaHHI B KMV «O6nacHa qutsya KiiHIYHA JiKapHI»
M. YepHiBui.

JliBuMHKa Hapojuiach Big Mmepiiol BariTHOCTI,
sKa mepebirana i3 3arpo30K0 CaMOBITBHOTO BHKHIHS
y 13 TuxHIB BariTHOCTI (TpaBMaTUYHA reMaToMa 4e-
peBHOi cTiHkH), aHemii I-ro crymens, y Il-my Tpu-
MecTpi BariTHOCTI BiAMid4alloCh OJHOPA30BE ITiJBHU-
nieHHst Temmepatypu Tina mo 390C. 3i ciaiB marepi
MiJ Yyac BariTHOCTI BOHA MEPIOJUYHO BXKHUBAIA aJIKO-
ronb Ta Kypuna. [lomorn y 39 tuxHiB, ¢izionoriuni,
nuctpec wiony y II-my mepioni, HaBKOJIOIUTiIHI BOIU
MekoHianpHi. OmiHKa 3a mkanoio Amrap 7-7 Gaimis.
Bara npu mapomxenni — 3040 r, moBxuHa Tina — 52
cM. Marepi 21 pik, gomorocnonapka. I'pymna xposi
marepi 0 (I), pe3yc mo3uTuBHA, rpymna KpOBi JUTH-
Hu — B (II1), pesyc-no3utusHa. Ha npyry no0y micins
HApOJ/UKEHHS CTAH JUTHHH MOTIPIIUBCS, Y 3B’SI3KY 3
HapOCTAaHHSAM KIIHIYHUX O3HAaK JKOBTSHHIl, 3MiHa-
MH B HEBPOJOTIYHOMY CTaTyCi y BHUTJAII MOCHIICH-
Hs cuHapomy npurHivenus [[HC, mosiBowo momimok
KPOBI y BUIIOPOKHEHHSX, NUTUHA MIepeBEeHA Y Bij-
NUJICHHS I1HTCHCUBHOI Tepamii HOBOHAPOJIKCHUX 3
naiaruo3om: [emoniTidna XBOpoOa HOBOHAPOKEHUX,
ABO-koH(]IIKT, XKOBTymHa (QopMa, JETKHH mepeoir.
I'emopariuna xBopo6a HOBOHAPOKEHUX. MaKpoTII0-
cist. Bpomxkenwuit rinorupeos? Cunapom Jlayna? Pe-
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AKTUBHUW ABOOIYHWMI MaxoBWi miM(paacHIT.

[Ipu obcTexxeHHi Ha Apyry K00y KHUTTSA B 3arajb-
HOMY aHaji3i KpoBi piBeHb TemMornobiny —156 r/m,
eputpouutu — 3,6 I'/1, KONbOPOBUH MOKa3HUK — 1,3,
tpoMbouutu — 139 I'/n, nedikouutu — 29,3 I'/n, na-
audKosiepHi HedTpodinu — 13 %, cerMeHTOsAEepHI
HelTpodinm — 55 %, eosunodpinu — 3 %, nimponnutu
— 18 %, mononutn — 6%. B OioximiuHOMYy aHami3i
KpOBi Ha Apyry Ao0y piBeHB 3arailbHOTO OinipyOiHy
147 MxMounb/1, B Koaryiaorpami — mpoTpoMOiHOBHIA
ingekc 62,5 %. IIpu npoBeneuui Y3/ cepus: Bigkpu-
THH oBanbHUU OTBip (3,4 MM), BiAKpUTa aprepiaib-
Ha npoToka. Y3/l opraniB uepeBHOI MOPOXKHUHHU: Oe3
natoxorigyHux 3MmiH. [IpoBeneHo mikyBaHHS: QoTOTE-
pamisi, iHQy3iiiHa Tepamis i3 BBEJICHHSIM CBIK0O3aMO-
pPOKEHOT Mia3MH Ta KaHaBiTy. Y 3B 3Ky 3 3arpo3o0io
BHYTPIIIHBbOYTPOOHOTO iH(iKyBaHHS NpU3HAYCHA aH-

TuOaKkTepiaNbHa Tepamnis 3a paXyHOK aMIIIMIIHY Ta
aMiKaIWHY Y BIKOBHX J03aX.

Ha cromy moOy XKUTTA I MOTAJIBIIOTO J000-
CTE)KCHHS Ta JIIKyBaHHs IUTHHA NMepeBEICHa Yy BiIIi-
JeHHs marosorii HoBoHapoxkeHux KMY «Oo6nacua
IUTsAYa KIiHiYHA JikapHs» M. YepniBui. [Ipu nocry-
IJICHHI 3BepTaJIiM Ha cebe yBary remaromeranis (+ 3
CM) Ta cruieHomeranis (+ 2 cMm), BUpa)keHa OmigicTh
IIKipHUX TOKPHUBIB 3 MPOSIBAMH TOKCHYHOI EPUTEMH.
JluThHa OTNsIHYTa BY3bKHMH CIEliajicTaMu: BUCHO-
BOK HEBpOJIOra — TiMOKCHYHO-ilIeMiyHa eHuedao-
nartist, rocTpuii nepion, cunapom npuraivenns [{HC;
BHCHOBOK OKYJIICTa — IO XOAY CYIAMH MHOXHWHHI Ma-
CHBHI KPOBOBIUIMBH B o0mnaBa oka. OTIsgHyTa reHe-
THKOM: c-M JlayHa He yTouHeHui. HabpaHo kpoB Ha
kipioTunyBaHHs. [lMHAMi4HI MOKa3HUKHU 3aralbHOTO
aHai3y KpoBi HaBeACHI B Tabmuii 1.

Tabnuus 1

DocnipxeHHA nepucepuyHoOi KpoBi y BiaAineHHi natonorii HoBoHapoaxeHux OOKI
(m. YepHiBui)

Ma- [ Cer- Mpo-
. Ts- ) MEH- ) Eoan- | mieno | Meta | Tpowm- Epu-
Epu- | Femo- | Jlen- | kos- TOSA- Ho Jlimdo | MoHo wnl | mieno 60 TPO- | 110E
Tpo rno- | kouu- | oep. | oep. . umTH, | untnk, Hi Hop- ’
Hata . ° o dinn o o Mi€eno | uuTu, | unTu, MM/
untn, | 6GiH, ™ Hen- | Hen- o % % . o I/ MO- o
r/n r/n r/n |tpodi-|Tpodi- ° Llo/ ’ 0 6nac- A
nn, nn, ° ™
% %
7*100
21.11.| 5,3 170 34,0 20 37 1 33 1 0/5 3 - nem- 7
Kou.
23.11.| 4,8 148 28,7 20 43 1 27 1 1/1 4 342 - 6
29.11.| 4,2 130 15,3 10 31 0 52 1 0/4 2 319 - 6
1*100
4.12. 4,2 130 20,3 10 22 0 61 5 0/2 0 136 | nen- 7
Kou.
1*100
9.12. 2,6 95 28,6 10 31 2 52 3 0/1 1 91 nen- 8
Kou,.

Pisenp C-peakruHoro 6inka (CPB) mpu mocty-
MJCHHI Ta B IWHAMIIi — HETaTUBHUU. BpaxoByroum
30epeXeHHS Ta HApOCTAaHHS «3amalbHUX 3MiH» B
3araJpHOMY aHaji3i KpoBi Oyna mpu3HAUeHAa aHTHU-
OakTepianbHa Tepamis (3iHaned Ta aMiKalWH y BiKO-
BHMX 703ax). bepyuu 10 yBaru BiJICyTHICTb TSXKKOCTI
CTaHy IiJ 4ac 3HAXOKCHHsS y BigaisieHHI (mpubaBka
y Ba3i 3a JBa TWXHA y BiAAiNeHHI — +525 rpam) Ha
¢ oHI 3MiH mapakIiHIYHUX MOKAa3HUKIB Oylo mpoBe-
neHo noobcrtexenns Ha TORCH-indexkmii: momime-
pa3Ha JaHIIOTOBA peakilis A0 TOKCOIIa3MH, IUTO-
MeraloBipycy, Bipycy Enmreitn-bapp, mapsaBipycy
B19 — indexuii He BusaBneno. Peaknis Baccepmana
— "HeratuBHa. [luToreneTnune nociijpkenus: 47, XX,
+21 [4] / 46, XX [6]. AHami3 KpoBi Ha BMICT TOp-
MOHIB IIATOBUIHOI 3aJI03M MMOKAa3aB HACTYIHE: BMICT
TipeoTponHoro romony — 9,8 (mopma 0,3-4,0 mxMo/
M), piBeHb BigbHOTO THpokcuHy — 7,0 (Hopma 9,0-
20,0 nMoxb/m). Y 3B’A3Ky 3 BHSBJICHHSAM 3MiH, Xa-
pakTepHUX IS TPAaH3UTOPHOTO TIMOTUPEO3yY, AUTHHI
npu3HadeHa Kopekmis L-TupokcmHOM. BpaxoByroun
HasBHICTh JEHKOIUTO3Y 3 HEHUTPOPIITBHHUM 3CYBOM
BJIIBO, aHEMIYHUI CHHJAPOM, TPOMOOLMTOIEHIIO, Te-
naTocrijeHoMeranio 3 JiMpaaeHonaTielo 3 METOlo
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Bepudikauii giarnHozy Oarbkam Oyna 3ampoNnoOHOBa-
Ha 3 JIarHOCTHYHOIO Ta JIKyBaJIbHOIO METOIO CTEp-
HalbHA MYHKIiA, BiX AK01 OAThKU BiAMOBHUIUCH. Bix
MOJAJIbIIOTO JiKyBaHHS Ta IEPEBOAY B LIEHTP MeTa-
OomiuHMXx 3axBopioBaHb KJIiHIKH «OXMAJUT» M.
KuiB, BiIMOBUIINCE.

Hiarno3s npu punucii: TORCH-indekis HeyTou-
HeHoI erionorii. BpomkeHunii nefiko3, peTHKYIOTICTi-
onuto3? XBopobu HakonmnueHHsA? [imokcuyHO-imIe-
MigHa eHnedanonaris, TOCTPUH Mepiol, CHHIPOM
npurnivenus [[HC. I'emonituyHa xBopoOa HOBO-
Hapo/keHnX, ABO-koHQUIKT, XOBTyIIHa-aHEMiuHa
dbopma, cepenHbpoi BakKoCTi. ['emMopariuna xBopoba
HOBOHApO/UKEHUX (B aHamMHe31). TpaH3UTOPHUH Timo-
THpeo3. BigkpuTuii oBaasHUI OTBIp.

Uepes Tpu no0u micias caMOBUIBHOI BHIHUCKHU
3 BiJAiJgeHHs naToJoTii HOBOHAPOJKEHUX OaThKH
MOBTOPHO 3BEPHYIHMCh Ha NPHUIMaIbHUH TOKIH y
3B 13Ky 3 NMOTIpUICHHSAM CTaHy JIBYMHKH: 3’ SIBUIIUCS
(ebOpunbHa JMXOMaHKa, SKa BaXKO KyIlyBajacs,
OWTHHA T0Yalla BiAMOBISTHCS Bifg Tpyaed marepi,
reMoparigHa €HaHTeMa Ha TBEPAOMY Ta M’ SKOMY
nifgHeOiHHI, Hapocia OJiliCTh WMKIPHUX TOKPHUBIB,
3arajJbMOBaHICTb.
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VY 3B’s3Ky 3 TSDKKICTIO CTaHY JiBUMHKA TOCIiTa-
Ni30BaHa y BiIIiNICHHS iHTEeHCHBHOI Teparii. [IpoBe-
JIEHO JiKyBaHHA: 3aMiCHA TepaIlris 3 BBEACHHIM €pH-
TpouuTtapHoi mMacu (piBeHb remorioOiHy — 79 r/m1)
Ta CBI’)KO3aMOpPOKEHOT Mmia3mMu (piBeHb TPOMOOIUTIB
— 15 I'/n), npusHaueHo aHTUOAKTEpiajbHy Teparilo,
npenapaTtu 3aiiza Ta QomieBy kucioty. s Bepu-
(hikamii mgiarHO3y IpOBeAcHa CTEpHAJNbHA IYHKIiA:
6sacTHi KIITHHU — 5 %; HEHTPO(DiNKU: PO MIEJTOLUTH
-5 %, miegornutu — 6 %, 1oH1 — 6 %, TAIUYKO sAaEP-
Hi — 13 %, cermenTosnepHi — 26 %; eo3unodinbHi
rpanynonuTtd — 5 %, mimdonutu — 30 %, MOHOUUTH

— 4 %. Epurpobnactu — 8*100 seiixountis, eputpo-
HOopMoOmactn — 5*%100 nefixonuTiB. Merakapionqutu
He BusBieHi. YacTo 3ycTpivatorecs TiHi ['ymOpexra.

Jlns momanbmioro J00O0CTEKEHHS Ta JIKyBaHHS
JIUTHHA Oyna rnepeBejaeHa y BiANIJICHHS JiTeH MOJIOJ-
moro Biky «OXMAJIUT» m. Kuis. Cran npu nocty-
MJICHHI BaXKKHWH, IO 3yMOBIEHO TENaToJNi€HAIbHUM
cHHAPOMOM (TIediHka + 5 cM, cenesinka + 6 cMm), po3-
IIMPEHOI0 BEHO3HOIO CiTKiBKOIO MEepeaHbO{ YepeBHOT
CTIHKHM, aHEMIYHUM CHHAPOMOM BaXXKOTO CTYTICHS.
PesyapTaTn 3araipHOrO aHajizy KpoOBi B JuUHaMINi
HaBeJeHl B Tabnuui 2.

Tabnuus 2

Tabnuusa 2. OocnigxeHHA nepudepunyHOI KpOBi y BiaaineHHi AiTten monoaworo BiKy
«OXMAOUT» (m. KniB)

Ma- Cer- n
po-
ny-- | meH- | o ) . M T _| Epwn-
Epu- | T -| Nen- | kosa- TOS- osn Jlimgpo | MoHo mieno era POM-1  rpo-
pu emMo p
HO umtun/ | mieno 60 LWOE,
[ara TPO ro- | koun-| Aep. | Aep. dinu wiTa, | UMTW, | vieno | unty, | unta, | POPT [ vy
unTn, OiH, ™ Hen- Hen- o % % - o ’ F/n’ MO- o
r/n r/n r/n |Tpodi-|Tpodi- ° U‘o/ ’ ° 6nac- A
nu, nn, ° ™
% %
21.12. | 3,11 99 (30,40 2 8 - 35 7 48 0,27 66 15
22.12.| 2,86 94 29,2 - - - - - 49 - 68 -
26.12.| 2,47 81 42,4 2 13 1 34 2 47 0 123 -

Antutina go BIJI1/BIJI2 ta anturen p24 BIJI 1 —
He BUSBJIEHO. JIuTHHA OrNsiHyTa B LEHTP1 ophaHHUX
3aXBOPIOBAHb: O3HAKH AHCMOP(GOCUHAPOMY (CHH-
npoMm Jlayna?), mposiBu JiMdomnporihepaTuBHOTO
CHHJPOMY 3 MEPUIOTO THXHS KUTTA.

JaHi MONEeKyIIpHO-TEHETHYHOTO JIOCIiIKCHHS
(FISH) kicTKOBOrO MO3KY: BHSIBJICHHU J0JaTKOBHM
Mmarepian 2122 y 66 % KJIITHH, 110 MOXE CBIIYUTH
Ha KOpHuCTh TpucoMmii 21 (y TOMy 4HMCIIi KOHCTUTYIiM-
HOT Mo3aiuHocTi 3a Tpucomier 21).

3aKJI0YEHHS MI€JIOrpaMu Ta MOJEKYISIpHO-TE€He-
tuaHoTo mochijkenHs (FISH) kicTkoBoro mMo3ky: B
npemnaparax KiCTKOBOTO MO3Ky Ta nepudepiiinoi kpo-
Bl BUsIBJICHA MOMYJsLis OJAaCTHUX KIITHH, sIKa CATAE
40 % ta 49 % HYKIETHOBUX KJITHH BIiIMOBIIHO, SKi
excnpecytoTh Mienoigui mapkepu CD33+ ta CD117+,
MerakapionurapHi mapkepu CD42 ta CD61, a Takox
T-ninitai mapkepu CD4+ ta CD7+. ImynOpeHOTHI
OJlacTHUX KJITHH THUIOBHI Juisi GnacTHOT mposmide-
pauii npu TpaH3UTOPHOMY MienomnpoiipiepaTHBHOMY
curapomi (TMIIC) y miteit i3 cuaapomom JlayHa Ta
npHu rocTpoMy MienoigHomy ineiikosi (I'MJI) y mitei
i3 cuaApoMoM JlayHa.

Bepyum 1o yBaru Bik IUTHHH, 3 METOIO OTu(eEpeH-
miitnoi giaraoctuku Mik TMIIC ta I'MJI pekomeng0-
BAaHO MPOBECTH KOHCTUTYLIIHE KapiOTHITyBaHHS.

3a JaHWUMHU TPOBEACHUX JOCIHIJKEHb BUCTaBIIE-
Hui piarHo3: TpaH3uTopHUi MienonpomidepaTnHuii
cuaapoM. Cunapom JlayHa? ( 3a TaHUMH KOHCTHTY-
MiHHOT TUTOTEHETUKH).

Iligx yac 3HAXOMKCHHS y BiJJIJICHHI MPOBEACHE
JiKyBaHHS: iH(QY3iliHA Tepamis TIKO030-COJbOBUMHU
po34yMHaMHM, acKOpOiHOBa KHCIIOTa, KOKapOOKcHuiIasa,
TioTpuaszouniH, Bitamin /I3, eHTepoxepMmiHa, arBaH-

Tap, uedrpiakcon, ¢uaokanazoin. [Tokasu no npose-
JICHHsI aHTUJelKkeMiuyHOi Tepamnii BigcyTHi. s mo-
JNBIIOTO JIIKYBAaHHS Ta CHOCTEPEKEHHS MeaiaTpom
Ta TeMaToJIOrOM JMTHHA BHUIIMCaHA i3 CTalioHapy 3a
MiCIIeM MPOKHUBAHHS.

ITin gac crmocTepekeHHsI BIPOAOBXK POKY IHUTH-
Ha OTpUMyBaja EpUTPOIOCTHH, HpenapaTd 3aiiza
Ta (ojieBy KHCIOTY, LIOMICAYHO CHOCTEpiraiach
remartosioroM. Yepe3 pik Iicias BUIIMCKH CTaH OH-
THHM 33J0BUIBHUN. B 3aranpHOMy aHani3i KpoBi pi-
BeHb TemMornobiny — 170 ['/a, eputporutu — 4,1 I'/m,
TpoMbonutu — 236 I'/n, neiixomutn — 4,8 I'/a, ma-
audkosaepHi Herpodinu — 1 %, eozunodinu — 1 %,
cerMeHTosiiepHi HeuTpodinu — 56 %, aimbounutu —
40%, mounouutu —2 %, IIOE — 6. [Ipu orisani o3Hak
npoiepaTUBHOTO CHHAPOMY HE BHUSIBICHO.

TaxkuMm ynHOM, HaBeaeHn# Bumagok TAM Ha QoHi
KOHCTUTYIiifHOT Mo3aigHOCTi 3a Tpucomieio 21-moi
napu XpoMOCOM, O3HaKH SIKOTO BHSBUIHUCH 0/pasy
HicJisi HAPOJKEHHS IUTHHU. Yepes pik AMHAMIYHOTO
CIIOCTEPEKEHHsS TeMaTOoJIOTIYHI MOKa3HUKU HOpMalli-
3YBAJINCH.

Oxepena cdiHaHCcyBaHHSA
Crartst onyOnikoBaHa 0e3 Oyab-skoi (iHAHCOBOI
MiATPUMKH.

KoHdnikT iHTepeciB

ABTOpH AEKIapYIOTh BiACYTHICTh KOH(DIIKTY iH-
Tepecis.

Hocnimkenns cxsaneHo Kowmiciero 3 mutaHb 0io-
MEAUYHOI €TUKM BuUIOro nep)aBHOro HaBYaJIbHOIO
3aknany YkpaiHu «byKoBUHCBKHH Jep>kaBHUII Me-
JUYHUN YHIBEPCUTET».
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KIMHUYECKANA CJIYUYAT
TPAH3UTOPHOI'O AHOMAJIbHOI'O MUEJIOIIO93A
Y HOBOPOXKIEHHOT'O

JI. B. Konwéaxkuna, H. M. Kpeuy

Beicmiee rocyrapcTBeHHOe yueOHOe 3aBeleHUE
Yxpaunsl «BykoBHMHCKUI rocyrapcTBeHHbII
MeIHMUMHCKHI YHUBEPCHTET»

(r. YepHoBubI, YKPaUHA)

Pe3wome. Onkoremaronorudeckue 3aboneBanus
JIETCKOT0 BO3pacTa SBIAIOTCS aKTyaJlbHOH mpobie-
MO#l COBPEMEHHOTO 3ApaBOOXpaHeHHs. TpPaH3UTOPHBIH
aHoMmanbHbId Muenonod3 (TAM) cormacHo Kiaccu-
¢uxkauuun BO3 oTHOcuTCS K TIpyHne KIOHaJIbHBIX
MuenonponupepaTUBHEIX 3a0oneBaHUNl W HabmoAa-
ercs moutu y 5-10 % HOBOpPOXKIEHHBIX C CHHIpPO-
MOM HECTa0MJIBHOCTM XPOMOCOM, B TOM UHUCIE Y
HOBOPOXIEHHBIX ¢ cuHApoMoM JlayHa. CymniecTBeHHas
poJib B BOBHUKHOBEHHH TAM OTBOJAUTCS BHYTPUYTPOO-
HOH comaTtuueckoir Mmyrtanuu reHa GATAIL, xoropblif
pacIoyokeH Ha X-XpOMOCOMe U KOTUpyeT GakTop TpaH-
CKPHUIILUN, HEOOXOAUMBIN I HOPMAJIBHOTO SPUTPO- H
Merakapuonossa. Y OOJbIIMHCTBA HOBOPOXKAEHHBIX 3a-
OoneBaHHE TMPOTEKaeT 0e3 YEeTKOH KIMHHYECKOH CHMII-
TOMAaTHKH, HO B OTACJNBHBIX CIydasX MOTYT OTMEYaThbCs
MHTOKCUKALlMOHHBIN, I'MIEPIIAaCTUYECKUH, reMopparu-
YeCKUH M aHeMHUYECKU CUHAPOMBI. [IpH 3TOM MpOTHO3
TAM 3aBUCHT OT recCTallMOHHOTO BO3pPAacTa, UCXOAHOTO
YPOBHS JIEHKOIIUTOB, aKTUBHOCTH MEUEHOUHBIX (HEPMEH-
TOB ¥ YpOBHs OnnupyouHemuu. CorllacHoO UccieJoBaHu-
saMm, TAM paccMaTpuBalOT Kak 0COOBI BApHAHT OCTPOTO
Jeiiko3a (eTaIbHOTO IPOUCXOXKIEHUS C CAMOOIPaHUYH-
BaIONIUMCSI POCTOM H BO3MOXKHOCTBIO K CIIOHTAHHOM pe-
MUCCUU UIH PETPECCHH.

B crarbe npuBeneHbl 0COOCHHOCTH KIMHUKU U Teye-
HUsl TPAH3UTOPHOTO aHOMaJbHOTO Muenonod3a (TAM) y
HOBOPOXXIEHHOTO Ha (pOHE KOHCTUTYUHOHHOH MO3amd-
HOCTH II0 TpUCOMHUH 21 mapbl XpOMOCOM.

KnawueBble ¢€J10BA: HOBOPOXKAEHHBIN;, TpaH3H-
TOPHBIIl AaHOMAaJbHBIH MHEION093; KOHCTHTYLHOHHAS
MO3aUYHOCTH 3a TpUcoMueil 21 mapsl XpoMocoM.
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KoHTakTHas uHcpopmauums:

CLINICAL CASE OF THE TRANSITORY
ANOMAL MYELOPOEZONE
IN A NEWBORN

L. V. Kolyubakina, N. M. Kretsu

Higher State Educational Establishment
of Ukraine
«Bukovinian State Medical University»
(Chernivtsi, Ukraine)

Summary. Nowadays childhood hematology-
oncology diseases are an actual problem of health
care. According to the WHO classification, transient
abnormal myelopoiesis (TAM) belongs to the group of
clonal myeloproliferative diseases. This rare disorder
can be observed in almost 5-10 % of newborns with
the syndrome of chromosomal instability, including
newborns with Down syndrome.

A significant role in the development of TAM has
been given to the intrauterine appearance of the somatic
mutation in the X-linked gene GATAI1 that encodes
a transcription factor which is essential for normal
erythro- and megakaryopoiesis.

In most newborns manifestation of the disease does
not have any specific clinical symptoms, but in some
cases signs of such syndromes as lymphoproliferative,
hemorrhagic, intoxication and anemic may occur. At
the same, the course of TAM depends on the gestational
age, initial leukocytes’ level, activity of liver enzymes
and serum bilirubin concentration. Currently, TAM
is considered as a special variant of acute leukemia
of a fetal origin, usually self-limiting and undergoes
spontaneous regression/remission.

The article presents the features of the clinical picture
and the course of transient anomalous myelopoiesis
(TAM) in a newborn with trisomy 21(constitutional
mosaicism).

Key words: Newborn; Transient Anomalous
Myelopoiesis (TAM); Constitutional Mosaicism,
Trisomy 21.
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