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CUMIITOM KOPOTKOTI'O MU3UHLA ITPU TEMOJIUTHYECKUX AHEMMUSAX
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SYMPTOM OF SHORT LITTLE FINGER IN HEMOLYTIC ANEMIA

ABTOPBI ONTUCKHIBAIOT 2 Cy4asi CAMIITOMa KOPOT-
KOTO MU3UHIIA, BHISIBJICHHOTO HMU NP pa3HbIX Gop-
MaxX TeMOJUTHYEcKoil aHemMuu. B oboux ciayuasx
peub UAET O HACIEACTBEHHBIX GopMax aHeMmuil. B
CBSI3U C 3THUM BO3HHMKAET TMIIOTE3a O TEHETHUYECKUX
MEXaHU3Max pa3BuUTUs cummnroma. OOcyxaaercs
TaK)kK€ BO3MOXKHOCTBH (hpeHOTHUIHYecKoro (Oummpy-
OMHOTOKCHYECKOI0) reHe3a JaHHOTO ()eHOMEeHa.

Kntouegvie cnosa: HacneaCTBEHHbIE T€MOIUTH-
YeCKHe aHEMUH, KOPOTKUN MU3HUHELI.

B nuteparype B enMHUYHBIX paboTax UMEIOTCS
yKa3aHus, 4TO MPU HACIEACTBEHHOM MHUKpPOCHEPO-
uuro3e (6onesnn Munkosckoro-Illoddapa) Berpe-
YaeTcsi CHMIITOM KOPOTKOTo MHU3uHIIA [1].

OnHako B OTEUECTBEHHOW JUTEpaType 3TOT
cumrntom He onucaH. Ha xadenpe mpomeneBTuku
BHyTpeHHUX Oone3Heit JII’'MA panee Obu1 ommcan
OJIMH cllyyal Takoro cunapoma [3—5]. B Hactosiee
BpeMsi HAMH BBISIBJICH TAKXKe €€ OJUH TaKOW CITy-
yail mpu apyroit opme reMoJIuTUYECKON aHEeMHUH.
Hwxe npuBoauTcs onucanue 060UX Cirydaes.

Bonwhuas M., 15 net, noctynuia B KIMHUKY 22.
02. 86 1. ¢ )xamobaMu Ha pEe3KyI0 OOITYI0 CIIaboCTh,
cepaueOreHne, YyBCTBO TSHKECTH W PaCIUpPaHUs
B kuBOoTe. Cunraer cels OONBHON C POXKICHUS
(co cnoB poaureneit). Ilepuoguuecku ormevaer
JKEITYIIHOCTh KOXKHBIX TOKPOBOB U CKJIEp, Clia-
6octh. [Ipu mocnenHedt rocruTanu3alnvu B pau-
OHHOM OOJBHHUIIE TPOBOAMIIOCH JIEUECHUE TIpernapa-
TaMmu jkene3a. Hactynmio yxyaiieHue, mosiBHIIach
TOIITHOTA, PBOTA, YCHJIMJIMCH KEITYIIHOCTh, CJia-
0O0CTb, B CBSI3H, C YeM ObLjIa HAMPABJICHA B KIIMHUKY.

OOBEKTHUBHO: CIIOKEHHE MPOMOPIIMOHAIIBHOE, HO
MMeeTCsl 3HAUYUTEIbHOE OTCTAaBaHUE B Pa3BUTHH —
poct 150 cm, Macca Tena 35 Kr mpu HOpMeE JJIsI AaH-
Horo Bo3pacta 160 cm u 60 kr cooTBeTCTBEeHHO. [ HI-
norpoduuna — unaexc Kerne 13,3 npu Hopme ot 20
110 26. @opMa rosIoBbI MPUOTMKACTCS K KBaAPAaTHOM.
KoskHbIe MOKpPOBBI OJIeAHBIC, UKTEPUUHBIC, CKICPHI
x)entymaeie. TBépnoe HEOO Bbicokoe. [1o BHYTpeH-
HUM OpraHam: (YHKIIMOHAJbHBIH IIyM B OOJacTH
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The authors describe two cases of symptom short
little finger, identified by them in various forms of
hemolytic anemia. In both cases it is talking about
inherited forms of anemia. In this connection there
is a hypothesis about the genetic mechanisms of
symptom. Also pull out discuss the possibility
of phenotypic (bilirubin toxic) origin of this
phenomenon.

Keywords: hereditary hemolytic anemia, a short
little finger.

BepxXymku cepana. [lynbc u 4Mcio ceplevHbIX Co-
kpamenuit 116 B munyty. AJl 100/60 mm pT. cT.

JKuBot yBenuueH, HanpsHKEH, IEYeHb BBICTYIAET
U3-TI0JI IPaBOTO Moapedepbst Ha 7—8 €M, BBIpaKeH-
Has CIJICHOMETAJINS.

Ananu3z kposu: Hb 30 /1, ap. 1,2 x10'%/n, LT
0,85 Jleiikom. 4,7 x 10%/n. Jletikodopmyna: 3. 7%, c.
69 %, mumdortr. 20 %, moH. 4 %. COD 85 mm/u.

[Ipo6a Ha OCMOTHYECKYIO PE3UCTEHTHOCTh yKa-
3bIBACT HA PE3KOE €€ CHUIKCHHE: MUHHUMAJIbHAsT —
0,7% xmopucroro Harpus, mMakcumanbHas-0,56 %.
Bunupybun 59,8 mpsmoii u Henpsamoit — mo 29,9
MKMOJIB/T1. CBIBOPOTOYHOE kele30 16,46 MKMOIIB/I1.

MerabucynbshuTHas npoda Ha CEPIOBUAHBIN Te-
MormoouH orpunarenbHas. [Ipob6a KymOca orpuria-
TeJIbHAsI.

B ma3kax KpoBU — SIBHBIM MHKPOCQEPOIUTO3,
SPUTPOLUTHI MaJICHbKUE U HACKIIICHHBIE, IOYTH 0€3
O0OBIYHOTO IIEHTpaJIBHOTO IpocBeTieHus (puc. 1),
YTO OCOOEHHO 3aMETHO TPH COTOCTABICHUH C dPHU-
TPOLIMTaMU 3710pOBOTO (pUC. 2) U OOJIIBHOTO KEeJe30-
nedunuTHON aneMuei (puc. 3).

Knuanveckuil 1MarHo3 OCHOBHOM: HaclieICTBEH-
HbIIl MuKpocdeporuTo3 (6one3Hr MHHKOBCKOTO-
[oddapa), Tsxenas reMOIUTHYECKAsT aHEMHUS, Te-
MaTOJMEHATBHBIN cUHIApOM. CHMIOTOM KOPOTKOTO
Mu3uHIA. OCIIOKHEHHUE: KapIUOMHUOMATHS THITOK-
CHUYECKOTO IreHe3sa.

Musuner y 601bHOM ykopoueH (puc. 4). B Hop-
M€ OH JIOJDKEH JOXOJUTH J0 CyCTaBa KOHIIEBOM (ha-
JIaHTu Oe3BIMSIHHOTO Majiblia (puc. 5), 371€Ch *Ke OH
3HAYUTEIIFHO KOpOYe.



PucyHOK 1.
Mukxpocgepoyumut

o .

Pucynox 2.
Oo6blunble Ipumpoyumaol
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Pucynox 3.
Ipumpoyumot
npu scenezooehuyumHoOll aHemuu.
Oxynap 7. Oovexmue 90.
Cobcmeennvle opuzunanvHovle MUKPOPOmo

PucyHOK 4.
Kucmbs 601vn0101 Mukpocgepoyumosom.
Mu3uney 0oxooum jiuwib 00 cepeounvl 6Mopoil
dananzu d6e3pimannozo nanvya

Pucynox 5.
Kucmb 300poeozo uenoseka.
Mu3uney 0oxooum 0o cycmasa mexcoy cpeoHeil
U KOHYe8oul hananzamu 60e3bIMaAHHO20 NAIbUA

Cka3zaHHOE TOATBEPKIACTCS W H3MEPEHUSIMU:
JUTHHA MU3HUHIA 4 ¢M, O€3BIMSIHHOIO Tajblia 6,5 cM,
HHACKC MH3HMHEl/0e3pIMIHHbIN manerr 0,61. s
cpaBHEHUS: y 16 OOJBHBIX JKe1e30/1ePUIIMTHON aHe-
MHEH CpeaHss IJTMHA MU3HHIIA 5,5 ¢M, OE3BIMSIHHO-
ro manena 8,15 cm, uagexc 0,73.

Bropas Gonbnasi: M-Ba I'M., 32 net, nocrynu-
Ja B KJIMHHUKY NPOIEIAEBTUKU BHYTPEHHUX Ooje3-
et I'BOY BIIO «Jlarrocmemakagemus M3 POy
19.03.2013 ¢ xanmobamu Ha ci1ab0OCTh, TOJTOBOKPY-
JKEHUE, TOJIOBHBIE OOJH, TSDKECTh B MOIPEOEPhIX,
OJIBIIIIKY U CepALICONCHHUS.

Boneer ¢ nerctsa, Koraa Ol yCTaHOBIIEH AUATHO3
TaJacceMuu MPOMEXYTOUHOM (POPMBI ¢ TsKeNnoi cTe-
neHpto anemuu. Jleunnach MHOTOKpaTHO B Pecmy6mu-
KaHCKOH JIeTCKOM KIIMHUYecKor OonpHMIE Pecmyomu-
ku [larectan. B cBsi3u ¢ atum cocrosinueM B 1989 1,
B Bo3pacte 24 net Obuta yganeHa cene3éHka. B mo-
CJIEYIOIIEM YIyULIEHUS] COCTOSIHUS HE HACTYNHIIO, U
MOABUIMCH BBINICYKA3aHHBIC CUMIITOMBI, 11O IMMOBOAY
Yero MoCTyIasia B HAIly KJIMHUKY HEOJHOKPATHO.
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OOBEKTUBHO B JICHb IMOCTYIUICHHUS: COCTOSIHHE
CpenHei TshkecTH. BHenIHe KoJKHbBIE ITOKPOBHI O11e1-
HO-TPSA3HO-CEPOBAThIE, JTUII0 MOHTOJIOUTHOE, Yeper
Opaxwurnedanndyeckuii, OalIeHHOTO THIA, OTMEda-
eTCsl TIparHaTu3M JIETKOW cTeneHu. TBEpmoe HEOO
BbIcOKO€. ['unorpodust — poct 158, macca tena 44,
naaekc Kerne 17.6. Otmeuaercs nérkas nedopma-
LIUsI CyCTaBOB MaJbIEB KUCTEH.

I'pyanast kieTka, Kak U BECh CKeJIeT CyOTHIIbHA,
B JIETKUX BE3UKYIsipHOE nibixanue, YJ[J1 B mokoe 18.
TonbI cepala sCHbIE, UMEETCSI CUCTOINYECKHM IIyM
Ha BCEX TOYKaX MpHU coxpaHeHuH | ToHa ((yHKIHU-
OHAJILHBIN, aHeMUYeCcKo-nucTpoduueckuii), YCC u
nynbe 86 B 1 mun. AJl 110/70. J)KuBOT 3HaYUTEIILHO
YBEJIMYCH B 00bEME, IPEUMYIIIECTBEHHO B BEpXHEH
yacTu. [IpomymnbeiBaeTcs IUIOTHAsA, C 3a0CTPEHHBIM
KpaeM, 3HAUUTEIbHO yBEJIMYCHHAs] NIEYeHb — pa3-
MepslI TipaBoil fonu no Kypnoy 17 cMm, npu Hopme
10 9 cM, seBoit 14 npu HopMeE 7 cMm.

B anamm3zax — oO0mwMii aHamu3 KpoBU OT
26.03.2013 .: Hb 65 r/m, sp. 2,59x10'%/n, HII
0,75, perukymouutsl 2,2 %, nefikouutsl 112 x 10%/n
(TICeBIONEHKOIIMTO3 3a cueT HopmobiIacro3a?),
tpoMOoumTel 179 x 10°/1. B nelikounrapaoit dop-
myne: cerM. 79 %, nmumdon. 15%, mon. 6%. COD
15 Mm/4. B Ma3kax KpoBU OTMEYAIOTCS MHKPO-Ma-
KpPOLIUTO3, MUILIEHEBUTHBIE SpUTPOUTHI — 10 40 %
BCeX KJIETOK (puc. 6).

Pucynox 6.
Muwenesuonsie I pumpoyumovt —
oonee 40 % ecex Ki1emokx.
Oxynap 7. Oovekmue 90. Coocmeennoe
opuzuHanbHoe MUKpogomo

buoxumuyeckue ananussl ot 9.04.2013 r.: Gu-
JMPyOWH CHIBOPOTKH KPOBH 00mTHiA 57, ipsimoii 30,
HernpsiMo# 27 MKMOJIb/1; oomtuit 6enok 81 r/m; ACT
63, AJIT 59 ME/n. I11® 1235 ME/n. CeiBopoTOYHOE
xene30 37 MKMOIIb/11. B KpOBM BBISIBIIEH aBCTPATIU-
CKUI aHTHUIECH.

OpHOMOMEHTHasi Ka4eCTBeHHass Ipoba Ha IIo-
BBIIIICHUE OCMOTHYECKON PE3UCTEHTHOCTH SPUTPO-
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LIUTOB TOJOXKUTENIbHAsl, OCMOTHYECKasi pe3UCTEHT-
HOCTb 3PUTPOLUTOB — MUHUMaNIbHas 0,48, Makcu-
manbsHas 0,20 pactBopa xsopuctoro Harpus (o6a
ananmmza ot 20.03.2013 1)

V3 nedenu n KEMUHBIX MyTEW: pasmephl mpa-
Bast noyist 17 cm. KoHTypsl poBHBIE, Karcyia yrioT-
HEHa, MapeHXHMa THIEepPIXOreHHasi, HEOJHOPOIHAS
1o Bced moBepxHocTu. Oubdpo3. B wémynom my3si-
pe€ — MHOXECTBO KOHKpEMEHTOB. JKemdHbIE XOJIbI
HE pacmupeHsbl, cBoOoaHkI. V. porta 1 cm. Cenesén-
Ka HE BU3yaJIU3UPYETCSI.

JluarHo3 OCHOBHOH: Oera Tamaccemus, Mpo-
MexxyTouHasi ¢opma. CIJICHIKTOMHS B aHAMHE3E.
Tsoxenas aneMusi reMoiuTH4YecKoro tuma. ledop-
Malys 4epera, MOHIOJIOMAHOCTh JIUIA, BBICOKOE
TBEpoe HEGO. OCIOKHEHHE: TTOCTCIUICHIKTOMUYE-
CKHI CHHIpOM (TermaToOMEeTallnsl, TUIIePICHKOIIUTO3,
runiepaopmonuto3). I'emoxpomaros. Kapauommuo-
Martusi TUNOKCUYECKU-TEMaxpoOMaTo3HOro TeHes3a.
XCH, npeuMylecCTBEHHO IIPABOXKEIYI0UKOBasi, 2
¢. x. [unorpodust u NErKuii HAHU3M aHEMUYECKOTO
rese3za. CUMITOM KOPOTKOTO MHU3WHIIA. BupycHbIH
renatut B, aktuBHOCTS 1 cremenu. JKenanokaMeH-
Hasi 00JIE3Hb.

VYV naHHON OOJIBHOM TakXe HMeeTcs ABYXCTO-
POHHUM CHUMIITOM YKOPOYEHHOTO MH3HWHIIA: JJIMHA
musuHIEeB — 4,5 cMm, Oe3bIMAHHBLIX HAILIEB 6,5
cM, MHEKC MU3HHel/6e3pMaaHbIN Ttater 0,69 mpu
Hopme 0,73 (puc. 7).

Pucynox 7.
Kucmo 60nvnoit manaccemueii. Muzuneuy
YKOpOUeH — OH 00X00Un UL 00 Cepeounbvl
6mopoil ananzu 6e3bIMAHHO20 NATLUA

CUMIITOM KOPOTKOTO MU3MHIIA TTPU HACJIEICTBEH-
HBIX (popMax reMOJIMTUYECKOH aHEMHUU IpEeICTaB-
JISIeT omnpeAeseHHbIN nHTepec. MOXXHO BBIJIBUHYTH
TUIIOTE3Y, UYTO, YTO OH SIBIIIETCS CJIEICTBUEM JUIH-
TEJIBHOIO T€MOJIN3a U MEPCUCTUPYIOLIErO BO3ICH-
CTBUS MIPOJIYKTOB I€MOJIM3a Ha Pa3BUTHE KOCTHOTO
anmapara kuctei pyk. OHako ¢ 3TOH TOUKH 3peHUs



HESCHO M30MpaTeNbHOE HMX JCHCTBHE MMEHHO Ha
Mu3uHel. [lo-BUuauMoMy, TNpEeACTaBISIET WHTEPEC
M3Y4YEHUE XPOMOCOM TaKuX OOJIbHBIX. Kak m3BecT-
HO, TIPU Psiie ayTOCOMHBIX XPOMOCOMHBIX CHHJIPO-
MOB HaOJIOAIOTCS TOPAKESHUS PA3INYHBIX MAJIbIICB
[1,2].

HacnenctBenHsblii ceponuTo3 OTHOCUTCS K 3a-
OosnieBaHUSIM, O0YCIOBJICHHBIM U3MEHEHUSIMU 8-
napsl XpoMocoMm [2], a mpu TpucomMuu 8p+, HapsLy
C NMPU3HAKaMU 3aJ€PKKH YMCTBEHHOTIO U (pu3nye-
CKOTO pa3BUTHsI, HAOIIOMAIOTCS BO3ACHCTBUSA U HA
CKeJIET — BBICOKOE HEDO, YKOpOYEHHE IaIbIIeB
PYK U T. . TaXKe MPH OTCYTCTBHUH MUKpOChepo-
LIUTO3a.

CrnenoBarenbHo, (QU3NYECKOE HEIOPa3BUTHE H
W3MEHEHMS MajibleB, HaOIogaeMoe y OOJbHBIX Ha-
CJI€JICTBEHHBIM MUKPOC(HEPOLIUTO30M, MOTYT UMETh
FeHEeTUYECKY10, a HEe (PEHOTUITMYECKYIO OCHOBY.

C 2Toi#t TOUKHM 3peHHsi OONBIION WHTEPEC IMpe-
CTaBJSIET BTOPOU CIIydald KOPOTKOTO MHU3WHIA IPH
TamacceMun. Pa3BuTHE TanmacceMuU CBSI3aHO HE C
8-i1, a ¢ 11-i1 xpomocomoii. CnenoBaTeiabHO, 3TOT
Ciyyall MOXET CBHUJIETEJIbCTBOBATh B MOJIb3Y (heHO-
TUIMAYECKOTO IeHEe3a CUMIITOMAa KOPOTKOT'O MH3WH-
na. He nckiroueno, 94To nmpu mepcuCcTUPYIOIIEM BO3-
NEHCTBUM TUNEPOMITHUPYOMHEMHUS MOXET OKa3aTh
TOKCUYECKOE BO3/ICHCTBUE HA OPTaHU3M, B TOM UHC-
Jie ¥ Ha OCTEOTeHE3.
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