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Anemuns GaHKoHM y pebeHKa ABnseTcs peakim 3ab6onesaHnem (ero 4actoTa coctasnset 1:350 000), 4o TpebyeT npoBeAeHUs TLLaTenbHOR And depeHLMpoB-
Ku ¢ opyrumu popmamm annactu4eckon aHemuu. MporHo3 aHemun GaHkoHM He6naronpusaTHbIA. KoHcepBaTWBHAA Tepanus W TPAHCMNAHTALMUA KOCTHOIO
mo3ra nomoratoT B 50% cny4aes. VI3ne4eHus remaTonormyeckoro CRApoMa npu anemunt GaHKOHN MOXHO A06UTHCS TONBKO C MOMOLLbIO aNI0reHHOI TPaHC-
MAAHTALNN reMONO3TUYECKNX CTBOMOBbIX KNETOK.

Llenb: npuBneyb BHUMaHWe NeAMATPOB K AMArHOCTUKE PeKUX reMaTonorinyeckux CUHAPOMOB.

Marepuans! 1 MeTofbl. [TprBeJieHO OnnUcaHMe KINHUYECKOro cryyas aHemun DaHkoHn y pebeHka 5 neT.

Pesynbtathl. Ha OCHOBaHWM OLEHKW aHaMHe3a, KNWHWYECKOrO0 OCMOTPA, Pe3ynbraToB 1abopaTOPHbIX W MHCTPYMEHTanbHbIX METOL0B 06CNef0BaHMS
1 onchdepeHLnanbHoro amarHosa yCTaHoBNeH AnarHo3 aHemun MaHKoHwu.

BbiBoAbl. [0CTaHOBKA fMarHo3a aHemun MPaHKOHM TpebyeT NPoBeAeHUs pacluMpeHHoro 06cnefoBaHns pebeHKka 1 TLaTeNbHoi AuddepeHUMpoBKI ¢ Apyri-
MU (hopMamu annacTu4ecKom aHemmm.

KnioyeBble ¢noBa: annactuyeckue aHemuu, anemmust GaHKoHU, AETH.

Case of Fanconi anemia in a child

N. Makieieva™, Yu. Odinets™, I. Poddubnaya'*

'Kharkiv National Medical University, Ukraine

*Communal non-profit enterprise «Municipal Clinical Children's Hospital Ne16> of the Kharkiv City Council, Ukraine

Fanconi anemia in a child is a rare disease (its frequency is 1:350,000), due to it thorough differential diagnosis with other forms of aplastic anemia is neces-
sary. The prognosis of Fanconi anemia is unfavorable. Conservative therapy and bone marrow transplantation help in 50% of cases. Allogenic transplantation
of hematopoietic stem cells (THSC) is the one and only effective treatment approach.

Aim: to attract the attention of pediatricians to the diagnosis of rare hematological syndromes.

Materials and methods. Description of the clinical case of Fanconi anemia in a child of 5 years old is given.

An extended examination of the child and a thorough differential diagnosis with other forms of aplastic anemia has been performed.

Results. Based on the evaluation of history, clinical examination, laboratory and instrumental methods of examination, and differentiation with other forms
of aplastic anemia the diagnosis of Fanconi anemia was made.

Conclusions. The diagnosis of Fanconi anemia requires an extended examination of the child and careful differentiation with other forms of aplastic anemia.
Key words: aplastic anemia, Fanconi anemia, children.
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AHemit DaHKOHI y AUTUHU € PiSKICHUM 3aXBOPIOBaHHAM (1i0ro 4actoTa ctaHouth 1:350 000), W0 BMMarae NpoBEAEHHS PETENbHOr0 AMEpeHLitoBaHHSA
3 iHWNUMKU hopMami annacTUyHoi aHemii. MporHo3 aHemii ®aHKoHI HecnpuATIMBMIA. KOHCepBAaTMBHA Tepanis i TpaHCNaHTaLis KiCTKOBOro Mo3Ky Aonomara-
t0Tb ¥ 50% BuNaakis. BunikyBaHHsS rematonoriyHoro CUHAPOMY npu aHemii PaHKOHI MOXXHA JOCArTY TifbKK 32 JOMOMOrOL0 anoreHHOi TpaHcnnaHTauji remo-
NOETUYHNX CTOBOYPOBUX KNITUH.

Merta: npuBepHyTH yBary nefiatpis [0 AiarHOCTUKM PiAKICHUX reMaTooriYyHUX CUHAPOMIB.

Marepianu i meTogu. HaBegeHunit 0NUC KNiHIYHOTO BUNaaKy aHemii DaHKOHI y AUTUHM 5 pOKiB.

Pe3ynbTaty. Ha nigcrasi ouiHKKM aHaMHe3y, KNiHIYHOr0 OrnsAy Ta pesynbTaTie 1abopaTopHUX Ta IHCTPYMEHTANIbHUX METOAIB 06CTEXEHHS Ta AUepeHLINnHOro
NliarHo3y BCTAHOBJIEHO [JiarH03 aHeMii MaHKOHi.

BucHoBku. [ToctaHoBka AiarHo3y aHemii ®aHKOHI BMarae nNpoBefeHHs PO3LUMPEHOr0 06CTEXEHHS AUTUHW | PETENbHOr0 AUMepeHUitoBaHHS 3 iHWUMYU (op-
Mamiu annacTUyHoi aHeMmii.

KntoyoBi cnoBa: annactuyHa aHemisi, aHemis DaHKoHI, AiTu.

BBenenune
JKEHHOCTBHIO K 3JI0OKQYeCTBEHHBIM 336OJIeBaHI/I${M.

OHCTUTYIMOHAJIbHBIE AaHEMUW — ITO TeTe-
KporeHHaﬂ TPyITia BPOKIEHHBIX HacCJIel-
CTBEHHBIX 3a00J€eBaHUN, K YHCJIY KOTOPBIX
otHocaTca anemuss Dankonu, anemus JlaiiMoH-
na—baekdena, BpoKAEHHBIN AMCKEPATO3 U JP.
[5]. Anemuss DankoHHU, BIiepBbie OINKUCAHHAS
B 1927 rony, gaBisgercs ayTOCOMHO-PEIECCUBHBIM
3abo0jieBaHKeM, XapaKTEePU3YIOIUMCs IIPOTPec-
cUpyIoNield TMaHIUTOTeHUEeN, MeJaHoJiepMueH,
SHIOKPUHHBIMHU HapYyNIEHUSIMU, HAJTUYNEM pa3-
JIMYHBIX BPOKIEHHBIX aHOMAJIMI U TIPEPACIIONO-
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Yacrora anemnu Dankonu cocrasister 1:350000.
Mauibunky mopaskaiorcst daiie. 3abosieBaHue Hau-
6osiee pacrpocTpaHeHo cpeand HapomoB FOKHOI
Adpuku u1 eBpeeB anikeHaszu. B smrepatype omu-
cano 6ostee 1000 cryuaeB anemun MaHKOHN.
Omnucano 15 reHOB, MyTallud B KOTOPBIX
NpUBOAAT K manmuTornenun. OIUH U3 HUX JIOKa-
JIn30BaH Ha X-XPOMOCOME, OCTaJIbHblE — Ha ayTo-
comax (20, 22 u apyrux). ITU TeHBI KOAUPYIOT
6enku, orBevaroniue 3a pemaparnuio JHK [6].
B 2015 roxy omucan eije OAWH HOBBIN TTOATHUIT
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anemuu Mankonu [8]. Kimnnueckne mposiBieHus
aneMnn @OaHKOHM BO3HUKAIOT B BO3pacTe
4-10 ser. PamHuMu mnpusHakaMu TATOJOTUM
ABJISIOTCST OECTPUYMHHBIE KPOBOTEUEHUS, KPO-
BOM3JIMSIHUS HA KOJKe, OJIETHOCTD KOKHBIX ITOKPO-
BOB U CJIM3UCTBIX 00OJIOYEK, BSJIOCTH, YTOMJIsIE-
moctb. [letn, crpamatonme anemueii MankoHwU,
O/IBEPKEHBI YACTBIM MH(DEKIIMOHHBIM 3200JI€Ba-
HusIM. T'enatosiieHa bHbBII CUHAPOM [IPU 3TOM He
BO3HUKAET, HO MOTYT yBeJTMUUBATHCS JTUMDaTIye-
ckue ysubl. [Ipubnusurenbio y 2/3 manueHToB
OTIPENIeNITIOTCS BPOJK/IEHHBIE aHOMAJUU, TaKue
KaK M30BITOYHAST TUTMEHTAINST KOKU, MAJIEHbKUT
pPOCT U pa3Mep TOJOBbI, KOCOJIAIIOCTh, BBIBUX
Genpa, HeIOPa3BUTHE JIyYEBOIT KOCTH, YKOPOUYEHE
(otcyTcTBHE) OGOBIIMX MATBIEB HA PYKaX, KOCO-
ryasue, MTO3 BeK, TJIYXOTa, HEAOPa3BUTHE TJas,
YMCTBEHHAsI OTCTAJOCTb, THUIIOIMJIA3Us TOJOBBIX
OpPraHoB, MOHOPXM3M, aHOMAJIbHOE PaCIOJIOKeHHe
BHEIIHEr0 OTBEPCTUSI MOYEUCIyCKATeJbHOTO
KaHaJsa, IoyeuyHble aHOMaJINU, TIOPOKHU cepana [9].
CornacHo wuccaemoBanuaM MekayHApPOIHOTO
peructpa anemun @DaHKOHU, PUCK PA3BUTHS
OCTPOTO MUEJIOUJHOTO JIEWKO3a WU MUEJTO/IH-
CIJIACTMYECKOTO CHUHIPOMA Yy OOJIbHBIX aHeMUei
®ankonu pasen 52% k 40 rogam [1]. Kpome toro,
niist 6osbHBIX aHemueir MaHKOHWM XapaKTepHa
CKJIOHHOCTb K Pas3BUTUIO olyxoJieid. Puck passu-
THS 3JI0KAYECTBEHHBIX OIMTyXOJeil y HUX COCTaBJIS-
et 10%, u3 HUX 5% NPUXOAUTCS HA JOJIO OIYXO-
Jieil 1edyeHn M 5% — HA OCTaJIbHBIE OIYXOJIU.
B nerckom Bo3pacTte OIyXoJii BCTPEUAIOTCS pexe,
CpeJIHUI BO3PACT AMATHOCTUKU OTyXOJiel TedyeHn
coctaBjisger 16 Jer, a OCTaJbHBIX OMyXOJed —
23 roma. Omyxosn medeHn (TemaToIesTIOIIpHAsT
KapIMHOMa, TernaTtoma, ajJieHoMa W JIp.), a TakKe
1esino3 («KPOBSIHBIE 03€pIla» ) BCTPEUYaloTCs yaliie
y My:xuuH (coorHomienue 1,6:1), mpuuém mpu-
MeHeHUe aHJPOTEeHOB YBeJWYMBAEeT PHUCK UX
BO3HUKHOBEHUSI. B TO ke BpeMs BHEIEUYEHOUHbIE
OTTYXOJIW Yallle BCTPEUYaloTcs y KeHIMUH (COOTHO-
nieue 3:1) jaxe mocse MCKIIOUEHUST OMmyXoJen
ruHekosornyeckoir  cdepol. Camble yacTble
dopmsbl paka npu anemnn MaHKOHN — Yenryiivya-
TOKJIETOYHBIE KaPITMHOMBI SI3bIKA 1 PaK MMUIIEBO/IA,
Ha KoTopble npuxoautcs 6onee 30% Bcex BHeIe-
YEHOUHBIX omnyxoJeil npu anemun @Dankonwu,
OCTaJIbHbIE OTTYXOJIM BCTPEYAIOTCSI B 5—7 pa3 peske
[2]. lnarnos anemun MankoHU OCHOBBIBAETCS Ha
TUIWYHBIX BHEITHUX [TPU3HAKAX, CEMEeITHOM aHaM-
He3e, MAHHBIX KJIWHUYECKOTO aHaIn3a KPOBU
U IUTOTEHETUIECKOTO UCCITeIOBAaHNS.

B anasimse kpoBu B Hauase 3a00JI€BaHKs OTMe-
qaercss CHUJKEHUWE KOJIMYecTBa TPOMOOIMTOB
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U JIEHKOIMTOB, TIPU MTPOTPECCHPOBAHNY 3a00JI€Ba-
HUSI — TAHIUTONEHUs, MOBBINIeHNE (HETaTbHOTO
remMoryiobuHa. [Ipu IUTOreHeTHYeCKOM HCCIe[0Ba-
HUU BBIIBJISAIOTCSA criennuieckue XpOMOCOMHBIE
aHoMasnn. Yuneao XxpoMocom He nsmensiercs [3].
KocTHbIil MO3r 00€e/iHEH KPOBETBOPHBIMU KJT€-
TOYHBIMHU 3JIEMEHTaMU, MpeobsanaoT aumMbo-
IIUTHI, BCTPEYAIOTCS IJIa3MaTUYeCKue, TydHbIe
KJIETKU W CTPOMAJIbHbIE 3JIEMEHThl — KJIMHHUYe-
CKas KapTWHA He OTJIMYMMA OT MANONATUYeCKO
aIIacTUYeCKON aHeMHMH. 3auacTylo B acmupare
KOCTHOTO MO3ra OOHapYKMBAIOT MCMHEION093
U JIU39PUTPOII033, B YACTHOCTH, METATIO0TIACTOM/I-
HOCTb, n3-3a KoTopoii DaHKOHU HA3BaJ ATY aHe-
MU0  <«IepHuIno3ndopmuoii». B Guonrarax
KOCTHOTO MO3Ta Ha PaHHUX CTaAusaX 3a00JeBaHUs
BBIBJIAIOTCS TUTIEPKJIETOYHbIE yYAaCTKU aKTUB-
HOTO PE3U/IyaJIbHOTO KPOBETBOPEHMS, KOTOPBIE
MCYE3aI0T 110 Mepe TIPOrPECCHPOBAHNST 3a00IeBAHNSI.
OcCHOBHOI TpYMNIION TpPenaparos, MO3BOJIIO-
MIUX YJIYUYIIUTh POrHO3 Tpu anemun DaHKoHU,
SABJIAIOTCS aHApOTeHbl. [Ipu sedennu anaporeHa-
MU TeMaTOJIOTUYECKUI OTBET, MPOSIBISIONUNCS
yepe3 1-2 Mecsina, TMOIyYalOT TPUOJUZUTETHHO
y 50% O0JbHBIX, BHAYAJE TIPOUCXOAUT MOBBIIIIE-
HUE KOJIMYeCTBA JIEHKOIMTOB, a 3aTeM
TPOMOOITUTOB, TPUYEM TIOBBIIIEHHST KOJINIECTBA
TPOMOOLIUTOB MOKHO OKM/IaTh B TedeHue 6—12 me-
canen. llocie nocTHKeHHs TeMaTOJOTHYECKOTO
VIIY4IIeHUs 103y aHIPOTEHOB CJIeMyeT MOCTeeH-
HO CHUJKATh, He OTMEHsd e€ TIOJHOCTBIO,
MIOCKOJIBKY OTMEHA aHJPOTeHOB IPAKTUYECKN
y BCEX MAIMEHTOB BBI3bIBAET PEIUInB 3a60JeBa-
nud. [[py mpuMeHeHny aHAPOTEHOB Y OTBETUBIITNX
Ha JiedeHWe TMaIMeHTOB ITPOAOKUTETbHOCTD
JKU3HU YBEJTUYMBAETCS: MeauaHa IPOIOJIKU-
TEJIbHOCTH JKM3HU coCcTaBisgeT 9 JieT mocye ycra-
HOBJIEHHSI [IMArHO3a 10 CPaBHEHWIO € 2,5 romamu
COOTBETCTBEHHO JIJISI TeX MaI[MEeHTOB, Y KOTOPBIX
JledeHne aHaporeHamMu He ObUIO A(D(PEKTUBHBIM.
Panee B 1es1x MpeoTBpanieHnss HeCBOEBPEMEHHOTO
3aKPBITUST 30H POCTA COBMECTHO C aH/POT€HAMU
Ha3HAYAJIN IPEHU30JIOH B 103e 5—10 Mr uepes jieHb,
OJIHAKO CAMOCTOSITEJIHOTO 3HAYEHVS B JIEUCHUH aHe-
Myt DAaHKOHW TITIOKOKOPTUKOCTEPOUIBI HE IMEIOT.
EnuHCTBEHHBIM METOIOM OKOHYATEJbHOTO
M3JIe9eHNs TeMaTOJOTHYeCKOTO CUHAPOMA TpH
anemuu MaHKOHU CHYKUT aJlJIOTEHHAsT TpaHC-
MJIAHTAIUST TEMOTIO3TUYECKIX CTBOJIOBBIX KJIETOK
(TT'CK). Beero B mupe nposeziero 6ostee 250 TpaHc-
MJTAHTAIUN TeMOTIOITUYECKUX KJIETOK TIO MOBOIY
anemun Dankonm [4].
[Tporuos anmemun @DaHKOHU HEOHJIATOMPUAT-
HBIN, OCOOEHHO OH YXY/IIAETCS MPHU PasBUTHN
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octporo muenoniHoro Jeiikoza (OMJT). Koncep-
BAaTUBHAsI Tepanusg W TPAHCIIAHTAIUS KOCTHOTO
mo3ra nomoraioT B 50% ciaydaeB. Cpennsist mpo-
JOJDKUTEIbHOCTD SKU3HU HanueHtoB — 30 Jer.
Kak mpaBmsio, JeTasbHBINI WMCXOJ HACTyMaeT
B pe3yJbTaTe MOBBINIEHHOW KPOBOTOUMBOCTU
U TIPUCOEIMHEHNST OMIOPTYHUCTHUYECKNX MH(DEK-
1uit Ha hoHe yruerenunst ummyHureta. [lpexympe-
AuTh 3a00JIeBaHiEe MOKHO TOJBKO C MOMOIIBIO
MEINKO-TEHeTUYECKOTO KOHCYJIbTUPOBAHUS TIPU
IJTAHUPOBAHUH OEPEMEHHOCTH.

Kiuanueckoe HaOMoOaeHHE

Pebenok II., 5 jier, U3 1bIrAHCKON CeMbM, Ha-
XOJWJICS Ha CTAI[MOHAPHOM JIEUEHUW B TEMATOJIO-
THYeCKOM OT/esieHn KoMMyHahHOTO HEKOMMED-
4ecKoTo Tpeanpusitis «l'opojckast KJIMHUYecKast
nerckast 6osbpHMIa Ne16» XapbKOBCKOIO TOPOACKO-
ro cosera ¢ 14.11.16 mo 06.12.16 ¢ amarHosom:
«Anemust @ankonn (KOHCTUTYIIMOHAIbHAS aTljia-
ctnyeckas anemwust). X3II 11T cr., XITH II ct,
BpOXK/IeHHAd aHoMasms pa3Butus opranoB MBC
(arenesuwst J1€BOU TOYKHU XOCKOITMIECKH )
co cumkenriem CK®. OyHKImMoHUpyoliee OBaIb-
Hoe OkHO. IIpumopauasbHbiii HaruaM. CyOKIMHU-
YeCKUH TUTIOTUPEO3. 3a/IepsKKa TEMITOB (hU3UUECKO-
TO pa3BUTHsL. XpOHUUECKAs replieCBUpYycHast MH(pEK-
1 (tepriec 6 Tuma). TOKCMUECKUIT TEMaThuT.

PebeHok BrepBbIE TTOCTYINJ B TEMATOJIOTAYE-
ckoe orzenenue B pespaie 2016 1. ¢ xanmobamu Ha
6JIETHOCTD  KOXKHBIX ITIOKPOBOB, €IUHUYHBIE
«CUHSTUKW» Ha HUKHUX KOHEUHOCTSX.

3 aHamMHe32a )KU3HKM U3BECTHO, YTO PEOEHOK OT
3 6epeMeHHOCTH, 3 POJIOB, MPOTEKABINNX Ha (hoHe
TPUXOMOHAJIHOTO KOJIbIUTA. MaTh Ha ydeTe
He cocTosina. Poapl B cpoke 38 Hezesb, Macca Tesra
2,800 r, poct 45 cM, olleHKa IO mIKaje Arrap
5—7 GamnoB. PasBuBajcs ¢ 3alep:KKOIl 110 Becy
u pocty. MaThb yMmepJja, JOCTOBEpHas TPUIMHA
CMePTHU Hen3BecTHA. bpaThs, O CJIOB OTIIA, 3/10PO-
Bol. 113 anamHe3a 3abojieBaHUS WM3BECTHO,
yTo MaTbyuK OoseeT ¢ 11.12.15, korzia oT™MedaIoch
MOBBINIIEHUE TEMIIEPATYPHI, TOKAILIMBAHUE.

C 18.12.15 mo 21.12.15 Haxoauics Ha JeYeHIN
B Kymnaunckoit IIPb no noBony anemun HesicHoi
ATUOJIOTUN TsixKenolr crenenn; BIIP, arenesnn
JIEBOW TIOYKH, gedopMaliuu IMpaBoOil ITOYKH;
3aJIePKKU TICUXO(U3NIECKOTO pa3BUTHsI. PeKoH-
BaJIECIIEHT TpaxeoOpOHXWTa. B cBsI3u co CHMIKe-
Huem yposust HB 1o 50 1/ mis majbHeRIero
JledeHust 1 o6cenoBaHys ObLI IepeBeieH B OT/e-
nenne wHTeHcuBHOU Tepanuu (OUT) XT/IKb
Ne 16, rne Haxoauics asa aus. B OUT 6bura mpo-
BejieHa reMoTpaHchy3us, /715 aTbHeHIIero jede-
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HUsT peOEHOK MepeBe/ieH B MeInaTpPUIeckoe OT/ie-
JieHue Ui JIeTeil cTapiiero BO3pacTa, Tje Haxo-
musicst 1o 28.12.15, renes anemuy He ObLI yTOYHEH.
Bbun BbiUCcaH ¢ yJIydlieHreM Ioj HabJoieHne
Y4aCTKOBOTO TIe/InaTpa.

C 21.01.16 no 31.01.16 maxomuicgd Ha TOB-
TOPHOM 00CJIEIOBAaHMU B  HeAMaTPUYECKOM
OTZeJIEHUN JIJIsT JleTell CcTapiiero Bo3pacTa.
[Ipu moctymienuu obuiee cocrosiiue pebeHKa
cpennelt Tsaxxectn. B cosznanuu, aktupeH. OTme-
wqaeTcst Tpybast 3a/1epkKa (PU3MIECKOTO PA3BUTHSI.
Bec — 9400 r, poct — 80 cm. KoskHble TTOKPOBBI
GJieiHbIe, HA HUKHUX KOHEYHOCTSIX IOJKOKHBIE
KPOBOMBJIMSTHUS Pa3HbIX Pa3MEpPOB U CTENEHU
3PEJIOCTH, Ha KOKe Gejep M KUBOTA eAMHUYHbIE
MUTMEHTHBIE TISITHA CBETJI0-KO(EeWHOTO IBeTa.
AyCKyTbTaTUBHO B JIETKHUX JXECTKOE JIbIXaHUE,
xpunioB HeT. TOHBI cepjlla pUTMUYHBIE, CHCTO-
JIMYeCKUM 1myM Ha BepXxyinke. JKUBOT MATKAH,
6e360se3nerHbIi. [leyenp HUKe Kpast pebepHOI
ayru Ha 2,0 cM, cele3eHKa — y Kpast pebepHOil
nyru. Mukpornenuc, TUTONJIA3Ws MONIOHKH,
AUYKN He mambnupyforcsa. CTym, MoYencIycKa-
HIUE B HOPME.

WccnenoBanre OBbLIO BBIOJHEHO B COOTBET-
CTBUU ¢ TpuHIUnaMu XeJdbCUHKCKOU /[lexmapa-
. IIporokon wuccaepoBanust opobpen Jlo-
KaJabHBIM aTndeckuM kKomuTeToMm (JIDK) Bcex
yyacTBYOIUX yupexaeHuit. Ha mnposenenue
UCCJIeJOBAaHUIN OBLJIO MOJYYeHO WHMOPMUPOBAH-
HOE cOoTJIace POIUTeNeH.

B xsmHMYeckoM aHasiM3e KPOBU OTMEYAIOCh
cumxenne HB gm0 73 r1/i1, 3pUTPONUTOB [10
2,7x10" /11, Tpom6orTos 1o 30x10°/11, yckopenue
CO9 mo 21 mm/yac. B nuHammke ypoBeHb
Hs cuusuicsa ngo 60 r/m, Gbiia mpoBeieHa IOB-
TopHas reMoTrpaHcdhysus. DBbina 3amonospena
arnacTryeckas aneMmus. B Mmuesorpamme ormeva-
JIOCh MaJjioe KOJUYECTBO KJETOYHBIX 3JIEMEHTOB
U He3HAYNUTeJTbHOE PpasapaskeHue 3PUTPOHOP-
MOOJIACTUYIECKOTO POCTKA KpoBeTBOpeHwus. Mera-
KapUOIUTHI Majioe KOJUYECTBO, 3peJible
6e3 cBOOOAHO JiesKalmx TpoMbonuTos. Tpenano-
6uornTaT KOCTHOrO MO3ra — MOPGOJOrnyecKast
KapTuHa HanboJjiee COOTBETCTBYET allJIaCTUYECKON
anemun. I'pynmna kposu — A (IT) Rh+.

MoueBrHa KpOBW, KpeaTWHWH KPOBH, (DYHK-
[HOHANbHBIE MPOOBI TIEYEeHU, caxap KPOBH,
octpodasoBblie MoKasaTesin, cBoboxublii Hs,
ceiBopoTouHoe xese30, K, Na, MoueBast KucioTa
KpOBH, caxap Mo4H, Korporpamma, 17-OH-mpore-
CTEPOH, CBOOOMHBIN THPOKCHH, WHCYJIUHOIO-
HOOHBII (bakTOp pocta, ButamuH B12, dosmesas
Kucjaora — B npenesnax Hopmbl. I[P k reprecy
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6 tuma u BIb — moa, k IIMB — orp.
Ananuz kpou Ha PMII Mmapkepbl BUpYCHBIX TeTa-
tutoB B u C, BUY — orp. B nporennorpamme —
TUMTOTIPOTEMHEMUST, TUTIOATHOYMUHEMISI, THIIEP-
rammariaooyaunemusi — 4264 nur/ma (N —
192-663). Ipurponoatun — 1004 ME/ma
(HopMma 4,3-29). Knyboukosast ¢uibrpanus
camkena (56,7 mu/mun npu Hopme 130-140),
ypoBenb T1mctatuHa C yMepeHHO TOBBIIIEH
(1,25 Mr/n), 4TO CBU/IETENBCTBYET O HAPYIIEHUN
(punbTpannonHoOl GyHKIUA MTOYEK.

MaruuTHo-pe3oHaHCHasg ToMorpadus roJoB-
HOTO MO3Ta — OYaroBOil TATOJIOTMU BelecTBa
FOJIOBHOTO MO3Ta U IMATOJOTMYECKUX OOBEMHBIX
obpasoBanuii He BbIsBIeHO. CrenupuyecKkux
(benomenor na I3[ He BoIgBIeHO. Pentreno-
rpacdusi opranoB tpyaHou kietku, IKI, Y3U
OpraHoB OpIONIHOI TOJOCTH (€3 MaTOJOTHH.
Omnpenensierca GYHKIIMOHUPYIOIIEE OBAJbHOE
OKHO, JIOKHasg Xopia B TIOJIOCTH JIEBOTO >KeJy-
nmoYKa, fedeKT MeXIpe[CcepaHol TeperopoiKy,
TAHHBIX 32 JIETOYHYIO TUTIEPTEH3WIO HET; TUTIOIIa-
3UsI MU TOBU/THOM JKeJIe3bl, areHe3us JIEBOH ITOUKH,
SIMYKHU B TTAXOBO-MOIIOHOYHOW 00JIaCTH HE JIOIH-
pytotcst. Pentrenorpadus BepXHUX KOHEUYHOCTEN
— B 3ajiHe-Tiepe/IHel TPOeKIINN KOCTHBIM BO3pacT
cooTBeTCTBYEeT Boszpactry 2-3 roga. IIpoba
¢ mutomutimHoM C: 110 pe3yibTaTaM MpOBeIeHHO-
TO UCCJIe/IOBAaHUS BbISIBJIEH TIOBBITIIEHHBIN YPOBEHD
JIOMKOCTM XPOMOCOM, KOTOPBII MOXKET olpeje-
nateesa npu anemun Dankonun. KosmuectBo
BbISIBJIEHHBIX abeppaiuii HanboJiee COOTBETCTBYET
BO3MOKHOU Mo3amuHoil dopme. MoekysspHo-
IIUTOTEHETUIECKOE MCCIe/J0OBaHNEe KOCTHOTO MO3Ta
(FISH) He BbIsIBUJIO XPOMOCOMHBIX HApYyIIEHWUI.

PebeHok KOHCYJbTUPOBAH HEBPOIATOJOTOM,
9H/IOKPUHOJIOTOM, HedPOJoroM, UHQEKIINOHN-
CTOM, TEHETUKOM.

[TpoBeneno meyenue: TpaHcdys3us spUTPOITH-
toB Ne3 10 mur/kr, TpombormToB Ne7 10 mur/kr,
cangummyH 50 mr/cyT, 3atem ganabos 1,25-2,5 mr
yepe3 neHb B Tedenue 14 pgHell, TUPOKCUH
25 wmkr/cytku. Ha d¢one mnpuema panabosa
OTMEYAJIOCh Pa3BUTHE TOKCHMYECKOTO TeraTuTa,
BBIPQKEHHOE TOBBINIEHNE a30TUCTBIX IIJTAKOB,
HapyIeHre OOIIEero COCTOSHUS B BUJIE€ arpecCchu,
CHUJKEHUSI areTuTa, HapacTaHue TMaHIMTOeHNN
B INHAMUKE, B CBSI3M C Y€M ITpenapar ObL1 OTMEHEH
1 BHOBb Ha3HaueH CAaHIUMMYH.
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[IpoBesero TunMpoBaHue POJACTBEHHUKOB
pebeHKa /Il BO3MOKHOCTH IIPOBEJEHMS TPAHC-
MJIAHTAIIUA KOCTHOTO MO3Ta — BBIABJIEHO [IBa
pozcTBeHHBIX IoHOpa (6para). B 2016 r. koHCYIb-
TUPOBAH 3aBOT/IEJICHUST TPAHCILJIAHTAIIUN KOCTHO-
ro moara (r. Kues): nanueHT mMeeT TOKa3aHU
K aJJIOT€HHOH TPaHCIIAHTAIIMH TEMOTIOATUYECKUX
cTBOJIOBBIX KJeTOK (asio-TI'CK) u B nepByio ove-
penb — ot HLA-nenTnuHOTrO cCEMENHOTO JIOHOPA.
OnHako Ha CETOMHSANIHUN /IeHb TI0 pe3yabTaTaM
y>Ke TIPOBEIEHHBIX MCCJIE0BAHMI TAIUEHT NMEEeT
1 abGCOJTIOTHBIE TIPOTUBOITOKA3AHKS K TPOBEICHIIO
aso-TTCK  (He C¢TOJBKO HEMOCPENCTBEHHO
Kk amio-TTCK, ckoJbKO K MUET0abIATUBHOMY
PEKUMY TIPEATPAHCIJIAHTAIIMOHHOTO KOHIUIINO-
HUPOBAHUS, KOTOPBIN SBJISETCS eIMHCTBEHHO BO3-
MOKHBIM 11pH aHemunt DarkoHn). AGCOTIOTHBIMI
nporuBonokazanusamu K ajmno-TICK na mannbrit
MOMEHT SIBJISTIOTCS PE3KO BbIpA’KeHHasl THIIO-
tpodust (B 5 ser pebeHok Becut 10 Kr mpu MUHU-
MaJTbHO IOy cTUMOI Macce Tesa 14,8 Kr; ontuMym —
20 r), cHWKeHHEe KJIyOOUKOBOW (uabTparum
GoJtee 4eM B JiBa pas3a OT HUKHEN TPAHUIBI HOPMBI
(56,7 mu/mun. nmporuB 130—140 B HOpMe) u
aktuHast HHV-6 nadexnus (1o nanusim [11P).

B mnacrosiiee Bpems IoJiydaeT THUPOKCUH
25 MKr 1 pa3 B CyTKM YyTPOM HATOIIAK, X0JIOCAC
1/4 4. n. 3 paza B CyTKU BHYTPb, KapOoaita 1 4. .
3 paza B CYTKM BHYTPb, TajicTeHa 4 Kalau
3 pasa B CyTKH, THOTPpHA30JuH 110 1/4 Tab. 2 pasa
B CYTKHU.

BoiBo1BI

1. Ha cerogusgninuii jeHb KpUTEPUSIMU JTAaT-
Hosza anemMunt DaHKOHU ABJIAIOTCA JAHHbIE, IO/~
TBEPIKAAIONNE TUIIEPUYBCTBUTEIBHOCTh KJIETOK
6osbbIX K MuToMuiuHy C man xk DEB, win
JJAaHHBbIE MOJIEKYJISIPHOTO aHaJin3a KOMILIeMeH-
TapHOU IPYMIIBI HA OCHOBE aHaM3a UMEIOTNXCS
MyTaluii reHa.

2. Tlocranoska auarnosa anemuu @Dankonu
TpebyeT MpoBeAeHUs TIATEIbHON audbepeH-
IMUPOBKU € JpyruMu (hopMaMy arlJlacCTUYeCKON
AHEMUU.

3. Vznedennst reMaToJIOTMYECKOTO CHHIPOMA
npu anemun MaHKOHU MOKHO JOOUTBHCS TOJBKO
¢ nomorbio amio-TI'CK.

Aemopbl 3asens0m 06 omcymcemeuu Koupiux-
M08 UHMEPecos.

ISSN 1992-5913 Cospemennas neguarpust 8(96)/2018



Yntante Hac Ha canTe: http://med-expert.com.ua

KAMHMYECKII CAYYAT
JINTEPATYPA
1. Alter BP, Hanenberg H., Kinsey S. (2014). Hematologic Abnormalitiesin 5.  Chirnomas SD, Kupfer GM. (2013). The inherited bone marrow failure
Patients with Fanconi Anemia. In: Fanconi Anemia: Guidelines for Diag- syndromes. Pediatr Clin North Am. 60:1291.
nosis and Management, 4th ed. Frohnmayer D, Frohnmayer L, GuinanE. 6. Guo Y, Kartawinata M, Li J et al. (2014). Inherited bone marrow failure
Oregon (Eds.), Fanconi Anemia Research Fund, Inc, Eugene:43-73. associated with germline mutation of ACD, the gene encoding telomere
2. Alter BP. (2017). Inherited bone marrow failure syndromes: considera- protein TPP1. Blood. 124:2767.
tions pre- and posttransplant. Blood. 130 (21):2257-2264. 7. Rose SR, Kim MO, Korbee L, Wilson KA, Douglas Ris M, Eyal O, Shera-
3. Bogliolo M, Schuster B, Stoepker C, Derkunt B, SuY, Raams A, Truijillo JP, fat-Kazemzadeh R, Bollepalli S, Harris R, Jeng MR, Williams DA, Smith
Minguillon J, Ramirez MJ, Pujol R, Casado JA, Banos R, Rio P, Knies K, FO. (2014). Oxandrolone for the treatment of bone marrow failure in Fan-
Zuniga S, Benitez J, Bueren JA, Jaspers NG, Scharer OD, de Winter JP, coni anemia. Pediatr Blood Cancer. 61:11-9.
Schindler D, Surralles J. (2013). Mutations in ERCC4, encoding the 8. Sawyer SL, Tian L, Kahkonen M, Schwartzentruber J, Kircher M., Univer-
DNA-repair endonuclease XPF, cause Fanconi anemia. Am J Hum Genet. sity of Washington Centre for Mendelian Genomics. FORGE Canada
92:800-6. Consortium, Majewski J, Dyment DA, Innes AM, Boycott KM, Moreau LA,
4. Bonfim C, Riberio L, Nichele S, Loth G, Kuwahara C, Koliski A, Bitencourt Moilanen JS, Greenberg RA. (2015). Biallelic mutations in BRCA1 cause
M, Scherer F, Rodrigues L, Pilonetto D, Pasquini R. (2015). Excellent out- a new Fanconi anemia subtype. Cancer Discov. 5:135-42.
comes for Fanconi anemia patients undergoing hematopoietic stem cell 9. Yoon BG, Kim HN, Han UJ et al. (2014). Long-term follow-up of Fanconi
transplantation (HSCT) without radiation: a single center experience on anemia: clinical manifestation and treatment outcome. Korean J Pediatr.
103 patients. Biol Blood Marrow Transplant. 21:594a. 57(3):125-34.

CBenenusi 00 aBTOpax:

MakeeBa Hatanua UBaHoBHa — A.Me[.H., Npod., 3aB. kad. neanatpumn Ne2 Xapbkosckoro HMY. Agpec: . XapbkoB, npocn. Hayku, 4; Ten. (0572) 95-40-93.
OpuHew IOpwuii BacunbeBsuy — a.mef.H., npod. kad. neamatpum Ne2 Xapskosckoro HMY. Agpec: . XapbkoB, npocn. Hayku, 4; ten. (0572) 95-40-93.
Moany6Has UpuHa HukonaeBHa — k.Mef.H., Aou,. kad. negmnatpum Ne2 Xapbkosckoro HMY. Agpec: 1. XapbkoB, npocn. Hayku, 4; Ten. (0572) 95-40-93.

Cratbsi noctynuna B pegakumio 17.07.2018, npuHata k neyatn 24.11.2018.

N
European Congress on

Making Birth Safer

Main topics:

Intrapartum clinical targets

Maternal morbidities & mortality

Intrapartum care

Improving organization and teamwork in labour care

Setting the scene of birth in Europe
Women centred care

Induction and augmentation of labour
Labour in specific situations

Precongress courses

e HANDS-ON TRAINING COURSE 1 e HANDS-ON TRAINGING COURSE 4
Training of vacuum, forceps, and shoulder dystocia Ultrasound on the labour ward

e HANDS-ON TRAINING COURSE 2 e HANDS-ON TRAINING COURSE 5
Repair of 3rd and 4™ degree tears Maternal Position in Labour

e HANDS-ON TRAINING COURSE 3 e HANDS-ON TRAINING COURSE 6
Neonatal Resuscitation Post Partum Hemorrhage

e PRE-CONGRESS COURSE 1
FIGO intrapartum fetal monitoring course

More information: https.//www.mcascientificevents.eu/ecic
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