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AHoManbHble HecTabusbHble
remMornobuHbl, upeHTUPULMPOBaAHHbIE
B Poccuu 3a nocnepHue 10 ner

M.E. NoxmaToBa, H.E. CokonoBa, M.B. KpacunbHukosa, E.A. JlnTteuH,
H.A. KapamsH, C.I'. ManH, C.A. MNnacyHosa, H.C. CMeTannHa

@IBY «HaumoHarbHbIf MEANLMHCKMI MCCIIER0BATENIbCKUY LIeHTP AETCKOM reMaTosiormm,
OHKOJI0rUN M UMMYHOoSI0rum uM. [iMutpua PorayeBa» MuH3apasa Poccun, Mockea

C 2010 no 2020 r. BkmiounTensHo B OIBY «HMUL AFON vm. Amutpus PoraveBa» MuHsppasa Poccum
obcnenoBaHbl 197 feTen ¢ reMonMTUYECKON aHEMUEN HEYCTaHOBNEHHOW 3TUONOMK, Y 54 U3 HUX BbIABIIEHA
remMornobuHonaTtvs, 0bycnosneHHas aHoMasbHbIM HecTabubHbIM remoriobuHoM: Hb Monroe/Kairouan,
Hb Tacoma, Hb Kéln/SanFrancisco, Hb Cheverly, Hb City of Hope, Hb Southampton/Casper, Hb M-Hyde
Park/Akita/Milwaukee-2, Hb Buenos Aires/Bryn Mawr, Hb Louisville/Bucuresti, Hb Genova/Hyogo,
Hb Roseau-Pointe a Pitre, Hb Bristol/Alesha, Hb Henri Mondor, Hb Knossos, Hb Leiden, Hb Little
Venice, Hb Olmsted, Hb Sabine, Hb Showa-Yakushiji, Hb Terre Haute, Hb Tiibingen, Hb Quin-Hai. JaHHoe
UcCrenoBaHve ofobpeHo HE3aBMCUMBIM STUYECKUM KOMUTETOM U YTBEPIKAEHO PELLEHNEM YYEHOT O COBETA
HMULU OO wm. Omutpua Poravesa. Poautenu naumeHToB nognucanu MHOOPMUPOBaHHOE corflacue
Ha NPOBEAEHVe MONEKYNAPHO-TEHETUYECKOr0 UCCNEeA0BaHNA M fany CBOE paspeLLeHne 1Cronb30BaTh
nepcoHanbHble AaHHble 1 dhoTorpadimm feTel B HayUHbIX UCCReNoBaHNAX U MyBnmKaumsx.
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Unstable abnormal hemoglobins found in Russia in the past 10 years

M.E. Lokhmatova, N.E. Sokolova, M.V. Krasilnikova, E.A. Litvin, N.A. Karamjan, S.G. Mann, S.A. Plyasunova,
N.S. Smetanina

Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology
of Ministry of Healthcare of the Russian Federation, Moscow

From 2010 to 2020, we investigated 197 children with hemolytic anemia of unknown etiology at the Dmitry Rogachev National
Medical Research Center of Pediatric Hematology, Oncology and Immunology of Ministry of Healthcare of the Russian Federation.
Fifty-four of them were found to have hemoglobinopathy caused by unstable abnormal hemoglobins: Hb Monroe/Kairouan, Hb
Tacoma, Hb Kéln/SanFrancisco, Hb Cheverly, Hb City of Hope, Hb Southampton/Casper, Hb M-Hyde Park/Akita/Milwaukee-2,
Hb Buenos Aires/Bryn Mawr, Hb Louisville/Bucuresti, Hb Genova/Hyogo, Hb Roseau-Pointe a Pitre, Hb Bristol/Alesha, Hb Henri
Mondor, Hb Knossos, Hb Leiden, Hb Little Venice, Hb Olmsted, Hb Sabine, Hb Showa-Yakushiji, Hb Terre Haute, Hb Tiibingen,
Hb Quin-Hai. The study was approved by the Independent Ethics Committee and the Scientific Council of the Dmitry Rogachev
National Medical Research Center of Pediatric Hematology, Oncology and Immunology of Ministry of Healthcare of the Russian
Federation. The patients' parents signed the informed consent for molecular genetic testing and gave their consent to the use of
their children's data, including photographs, for research purposes and in publications.
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eMornobuHonaTMm — rpynna LUMPOKO pacnpo-
CTPaHEeHHbIX B MMPe FEHETUYECKNX 3aboneBaHuii,
06yCNOBMEHHbIX KaYeCTBEHHBIMW HapyLUEHUSIMU
CuHTEe3a rnobuHoBbIX Lener. K 3Tol rpynne oTHocsTCA
remMofniMTUyeckas aHemusi BCIeACTBME HECTabunbHOMO
remornobuHa (HI), cepnoBuaHo-KneTouHas GonesHs,
reMonuTMyeckas aHemus scnenctave HbE- n HbE-/B-Ta-
naccemun. B HacToswee BpeMsa okomno 5% HaceneHus
MUpa MMEIOT Te UK MHble rNobuHoBble aHoMarnum [1].
HI" cpaBHMTENbHO pepkas aHoManusa, BCero
13BeCTHO 0Komno 250 nonoBHbix BapuaHTos [2]. B 6orb-
LUMHCTBE C/ly4YaeB MyTauusa 3aTparmeaeT B-rnobuHoBsyio,
pexe o-rnobuHosyto Lenb. F'eMornobuH yenoBeka nmeeT
TETPaMepHyIo CTPYKTYPY, 3@ CYET HEKOBaneHTHbIX
CBfI3ell COXpPaHSEeTCS COeAMHEeHne Mexpay rnobuHo-
BbIMM CybbeaMHULAMU U FeMOBbLIMM FpynnamMu. AMUHO-
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KWUCNOTHble 3aMeHbl 1 AeneLmny NPUBOAAT K HapyLUEHWIo
CTabunbHOCTU 3TUX COELMHEHWUI, YTO COMPOBOXOAETCS
paspyLueHneM Monekynbl remornobuxa. Cyliectsyet
TOHKMI BanmaHC, NO3BOMAILLIMIA MOMEKye reMorno-
BMHa nepexoauTb M3 OOHOrO COCTOSHWUA B Lpyroe ¢
ycunenveMm yHKUMU CBS3bIBAHUA KUcCropofa npwu
COXPaHEeHUW CTPYKTYPHOW LLenoCcTHOCTU. Y MHorux HI
OTMeyYeHa MOBbILLEHHAA CKITOHHOCTb K OKWUCMEHUIO B
MeTreMornobuH, npu 3ToM HabniopaeTcs UMaHO3, a He
reMonua.

3aboneBaHve, BO3HMKalOLLEE B pe3ynbTaTe Hanmums
aHOMasIbHOro remMornobuHa, KpaviHe reTeporeHHo no
TAXECTW KIIMHUYECKMX MPOSBIIEHWA — OT NIETKUX FreMonn-
TUYECKUX KPU30B, KOTOPble NMPOBOLMPYIOTCA CUIbHBIMM
OKUCIIUTENAMU, 00 TAKEN0ro, TpaHCy3nOHHO3aBUCH-
MOI0 XPOHUYECKOro remMonn3da. OCHOBHBIMU KIMHMYe-
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CKMMW MPOABEHUAMN ABMSAIOTCA aHEMUSA Pa3fIMYHOM
CTENEHN TSKECTH, KEMTYXa, UTO B CPEOHETAXKENbIX U
TSKESbIX CIlyYasix COMPOBOXAAETCS CMIEHOMEranven.

HIM HacnepyloTCcs Kak ayTOCOMHO-AOMUHAHTHbIN
NpM3HaK, NnepefaBaeMbll OT OJHOIO M3 POAUTENeWn.
MpumepHo 1/3 cnyuyaes — pesynbTaT CMOHTAHHbIX
MyTaumin. K Hanbornee pacnpocTpaHeHHbIM B MUpe
HI™ oTtHocaT Hb Kéln (B98(FG5)Val—Met) n Hb Zirich
(B63(E7)His—Arg), KoTopble BCTPeYaloTCsi BO MHOMMUX
nonynsauuax, B TOM Yucne Ha TeppuTopumn Poccuitckon
®epepaunm u pecnybnuk boiswero CCCP, a Takxke
Hb Moscva (B24Gly—Asn), Hb Volga (B27Ala—Asn),
Hb Alesha (B67Val—Met) 1 aHomManbHbIin HI', obnana-
IOLLMIA NOBbILLEHHOW adhcuHHOCTBIO K Kncnopogy, — Hb
Mozhaisk (392His—Arg) [2].

B cuny penkocTtu matonoruuM CBOEBpPEMEHHAs
LMarHoCTMKa HaCNeACTBEHHOW FrEMOMUTUYECKON aHeMUn
Bcrnencteue HIC [o cux nop Bbi3biBaeT Bonblune Tpya-
HOCTW.

Llenb paboTbl — NpOBECTM aHanu3 BbIABEHHbIX
cnyyae HocuTenbcTBa HI™ B Poccuu.

MATEPWANbI U METO[1bl NCCNEAOBAHUA

C 2010 no 2020 r. sknwountenbHo B by «<HMNL
Oron wm. Omutpus Porauyeea» MuHsgpaBa Poccuwn
obcnepnosaHbl 197 peten ¢ reMONUTUYECKON aHeMuen
HEYCTaHOBMNEHHO 3TMOMOrNK, U3 HUX y 54 peteit (26
[eBoYeK 1 28 ManbuvkoB) B Bo3pacTe OT 2 Ao 18 net
(Meamana 11 net) npu anekTpodpopese remornobuHa
Bbina BbiABNeHa aHoMarnbHas dopakums. [laHHoe uccne-
[0BaHVe o0fobpeHO HE3ABNCUMBIM 3TUYECKUM KOMUTETOM
N yTBEPKOEHO peLleHneM yuyeHoro coseta HMUL, IFOU
uM. Mutpua Porauesa

Bcem 54 peTaM nNpoBOAMNCA KMMHUYECKWI OCMOTP,
uccnepoBanucb obLWMI aHanM3 KpoBM Ha aBTOMaTU-
UECKOM reMaTonornuyeckoM aHanusaTope (Sysmex
XE-2100, Sysmex Corporation, AnoHus), dppakumu
reMmornobmHa MeTofoM KanusipHOro 3anekTpodo-
pesa (CAPILLARYS 2 NEO NAT FAST, Sebia S.A.,
®paHums), uenu rnobuHa MeToNOM BbiCOKO3IDdeK-
TUBHOW MWAKOCTHOM XxpoMaTorpadguu (Yd-xpoma-
Torpadp Waters ACQUITY UPLC H-Class system),
cTabunbHocTb reMornobuHa (n-ByTaHonosbli TeCT).
Ona Bepudmkaumm aHoManbHOro remornobuHa
NPOBOAMIOCH MOJSEKYNSPHO-TEHEeTUYECKOe Uccneno-
BaHWe rNobWHOBbIX FEHOB METOAOM CEKBEHUMPOBAHUS
no CaHrepy (lé6-kanunnsapHbiii cekBeHatop 3130xl
Genetic Analyzer, Applied Biosystems/Hitachi, CLLUA/
Anonusa). PoauTenu nauueHToB moanucanu uHdop-
MWPOBaHHOe corfacue Ha MNPOBELEHUE MOJeKy-
NAPHO-TEHETUYECKOr0 UCCReLoBaHWUA W fanu CBoe
paspeLlleHne UCnosb3oBaTb MNepCcoHasibHble LaHHbIe
n doTtorpachumn AeTer B Hay4YHbIX MUCCIENOBAHUAX
n nybnukaumsx.

PE3YJIbTATbl UCCITELOBAHUA

Mpu NpOBELEHUN CEKBEHUPOBAHMS reHOMa Mo
CaHrepy BbISIBMIEHbI Crefyiole aHoManum reMormno-
6uHa (pucyrnkmn 1-9): Hb Monroe/Kairouan (n = 12),
Hb Tacoma (n = 6), Hb Kéln/SanFrancisco (n = 5),
Hb Cheverly (n = 4), Hb City of Hope (n = 3), Hb
Southampton/Casper (n = 3), Hb M-Hyde Park/Akita/
Milwaukee-2 (n = 3), Hb Buenos Aires/Bryn Mawr
(n = 3), Hb Louisville/Bucuresti (n = 2), Hb Genova/
Hyogo (n = 2), Hb Roseau-Pointe a Pitre (n = 2), Hb
Bristol/Alesha (n = 1), Hb Henri Mondor (n = 1), Hb
Leiden (n = 1), Hb Little Venice (n = 1), Hb Olmsted
(n = 1), Hb Sabine (n = 1), Hb Showa-Yakushiji
(n=1), Hb Terre Haute (n = 1), Hb Tibingen (n=1) n Hb
Knossos (n = 1) (rabrmua).

Y 11 naumeHTtoB (5 ManbumkoB M 6 neBoYek) c
aHoMarsnbHbiM HIT Hb Monroe/Kairouan (HBB CD30
AGG>ACG (Arg30Thr)) cHuxeHue remornobuHa
0TMEYanocb C 3 MecfLeB MMU3HW C KonebaHuamu
oT 68 0o 106 r/n, uTO y ORHOr0O M3 HUX COMPOBOXAA-
1OCb YBEMMUEHWeM pa3MepoB ceneseHKkn (+2 cM oT Kpas
pebepHoit oyru), Takwe y oeTeit Habriopganuch cnabocTb,
BreaHoCTb, CYBUKTEPUUHOCTL KOSKHOMO MOKPOBa U CIN3N-
CTbix 0BorioueK, TaslacceMmuyeckas fechopmanms yepena. Y
1 pebeHka (Manbumk X.B., STHUUECKMIN TaTapyH) BbISBMEHO
coyeTaHWe reTepo3nroTHbIX MyTaLMiA, aCCOLMMPOBAHHbIX C
HocuTenscTBoM HIM Hb Knossos v Hb Monroe. CuMnToMsl
TaKKe Pa3BMBaNCh B NEPBOM MOJTYrOAMM MU3HM, 10 HACTO-
ALLEro BpeMeHM NaLMeHT Hy)OAeTCA B perynsipHoit TpaHe-
(py3MOHHOI Tepanuu, BbIsIBIEHbI renaTocnneHoMeranms,
TanacceMuieckas aedopMaLms yepena.

Pucynok 1

HI" Hb Louisville

Figure 1

Unstable hemoglobin Hb Louisville
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B aToi rpynne 6binio 5 3THUYECKM pyCcCKUX OeTen,
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Hb Tacoma (HBB CD30 AGG>AGT (Arg30Ser))
LMarHOCTUPOBaH Y 6 3THUYECKUN PYCCKMX NaumeHTOB. [pu
3TOM y 3 neBouek u 2 ManbumnkoB 3abonesaHune gebio-
TUpoBaso B Bo3pacTe 1 roga v npoTekano ¢ aHeMuei
| cTeneHn ¢ He3HAUMTENbHOW TMMOXPOMUEN U MUKPO-
UMTO30M 3pUTPOUMTOB (CpepHuit 06beM apuTpoumnTa
(MCV) 76-77 bn, cpenHee coepmanue remMornobuta
B aputpouute (MCH) 25,4-25,6 nr). ¥ nesouku P.O.,

PucyHok 2

HI™ Hb Tubingen

Figure 2

Unstable hemoglobin Hb Tlbingen
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PucyHok 3

HI" Hb Tacoma

Figure 3

Unstable hemoglobin Hb Tacoma
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PucyHok 4

HI™ Hb Kéln

Figure 4
Unstable hemoglobin Hb Kdln
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PucyHok 5
HI" Hb Genova
Figure 5

Unstable hemoglobin Hb Genova
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PucyHok 6
HI Hb Buenos Aires
Figure 6
Unstable hemoglobin Hb Buenos Aires
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PucyHok 7
HI" Hb Monroe
Figure 7

Unstable hemoglobin Hb Monroe
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10 neT, c aHemuen Il cteneHu B Bo3pacTte 2 net 3abo-
neBaHue [ebTUPOBANO C TAMENOro reMOSIMTUYECKOMO
Kpu3a, notpeboBaBLIEro 3aMecTUTENIbHOW Tepanuu
3pUTPOLMTHOW B3BeCbio. B reMorpaMme oTMeueHbl
aHeMus |-l cteneHu, BblpaxeHHbIM MUKPOLIMTO3 U MUMNo-
xpomus sputpountos (MVC 51,4 don, MCH 17,1 nr). Mo
pesynbTaTaM CeKBeHUMPOBaHWS AMArHoCTMPOBaHO coye-
TaHHOe HacnefoBaHUe reTepo3nroTHOM 3aMeHbl IVS1-1
G>A, npuBogsLel K B°-TanaccemMun, U reTepo3vroTHOM
MyTauum CD30 AGG>AGT (Arg30Ser), obycnosnuea-
towen Hb Tacoma.

Hb Koéln/SanFrancisco (HBB CD98 GTG>ATG
(Val98Met) anarHoctmposaH y 5 nauverTos (3 Manbuvka
1 2 eBOYKM) PYCCKOM HaLMoHanbHoCTU. 3abonesaHue y

Bornpock! reMaTonorin/OHKONOM M 1 MMMYHONATOMOM VM B NeanaTpim
2022 | Tom 21 Ne 3| 13-21

BCEX [leTell BnepBble NPOsSBUIIOCh CMPOBOLMPOBAHHbLIM
reMOSIMTUUYECKUM KpK30oM (Ha hoHE MHMDEKLMOHHOrOo
3aboneBaHvs npueM aHanbruHa) B Bospacte 6—7 neT
(cHuskeHne remornobuna Huske 70 r/n, notpeboBasluee
3aMeCTUTENbHOW TpaHCdY3nMM AOHOPCKMX SPUTPOLIUTOB,
UKTEPUYHOCTb KOXM U CIU3UCTbIX, MOTEMHEHWE MOUM,
crinieHoMeranus). B MeKp13oBoM rnepuoae Kaknx-nunbo
NPOSIBNEHUIA FrEMOSIUTUYECKON aHEMUM He DbINo.

Hb Cheverly (HBB CD45 TTT>TCT (Phe45Ser)) nnen-
TUCHMLUMPOBAH Y 3 MasbUMKOB U 1 AEBOYKM, STHUYECKMX
pycckiux (2 Manbumka 1 1 1eBoyKa U3 oaHoN cembn). Y
BCex feTtew aHemus | cTeneHn, 6e3 Kpn3oB n opraHo-
Meranuu, B reMorpamMme — Tenbla [eiHua U peTukyno-
LMTO3.
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Unstable hemoglobin Hb Southampton
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Unstable hemoglobin Hb Roseau-Pointe a Pitre
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Hb City of Hope (HBB CD69 GGT>AGT (Gly69Ser) B
HalLeM uccnenoBaHuu BCTpeydancs y 3 peten: 1 Manbumk
(K.A.) — 3THMYECKMI apMsIHUH C aHeMueil | cTeneHu,
BMepBble BbISBNIEHHON B Bo3pacTe 3 neT. B HacTosLwee
Bpems y pebeHka coxpaHseTcs aHemus | cTenexu bes
opraHoMeranuu. Y 2 nauueHtoB 3T0T HI BbisiBNeH B
coueTaHuu ¢ B-Tanaccemunenn. AHemus Boina I-ll ctenenw,
BnepBble 3aboneBaHne obHapykeHo B 1 rog 3 Mecsua
y pebenka X.E. — aTHMueckoro pycckoro u B 1 rog
8 MecsiueB y naumeHTa A.A. — 3THUYECKOr0 apMSIHUHA.

Hb Southampton/Casper (HBB CD 106 CTG>CCG
(Leul06Pro)) obHapymeH y 3 meteit (2 neBouku
1 Manbumk). Y Bcex naumeHToB reMoNiuTUYecKas aHemMus
CpenHen CTeneHn TAKEeCTU ¢ poskaeHus. emornobuH
coxpaHsietcs B npeaenax 80—93 r/n. KnuHnyecku otMe-

yaeTcs BrnefHOCTb KOMXHbIX MOKPOBOB, renatocnne-
HoMeranus (neueHb +2 CM HUsKe Kpasi pebepHoit ayru,
ceneseHKa +6 CM Hume Kpas pebepHoit oyru).

Hb M-Hyde Park/Akita/Milwaukee-2 (HBB
CD92 CAC>TAC (His92Tyr)) BbisiBrieH y 2 Manb4mkoB
(0OMH — 3THWMYECKMIt TYpPOK, BTOPON — PYCCKWI) K
1 neBOYKM — 3THMYECKas PycCKas. Y BCex [eTei XpOoHu-
YECKMI reMonn3, aHeMust | cTeneHn, UMaHo3, yMepeHHas
opraHomeranus.

Hb Buenos Aires/Bryn Mawr (HBB CD85 TTT>TCT
(Phe85Ser)) MoeHTUULMPOBaH Y 3 3THUYECKM PYCCKUX
nauuenToB (1 geBouka M 2 Marnbunka), 06cnenoBaHHbIX
B CBfI3W C BMepBble Pa3BUBLUMMCSH THKENbIM reMonn-
TUYECKUM KpW30M, NoTpeboBaBLUMM 3aMeCTUTENbHOW
TpaHcdy3nn 3pUTPOLIMTHOM B3BECK, B Bo3pacTe 7, 11 u
13 nert. lNpu panbHeiwem HabniogeHwn y neTein coxpa-
HSIOTCS YMepeHHas renaTtocnieHOMEeranms u KOMMneHcu-
POBaHHbIV FEMOSM3.

Hb Louisville/Bucuresti (HBB CD42 TTT>CTT
(Phe42Leu)) BbisiBieH y 1 3THUUECKM PYCCKOrO nawuu-
eHTa (Manbumk [".A., 14 neT), KOTOpbIN CTpafaeT remMo-
nUTUYecKon aHemuelt Il ctenenun ¢ poxaeHus, oo 2 net
NPOBENEHO 5 3aMeCTUTENbHbIX TpaHCy3uh 3puTpo-
LMTHOW B3BECH, fanee TpaHCGY3MOHHOHE3aBUCUM, HO
coxpaHsieTcs rinybokas runeppereHepaTopHas aHemMus
(remornobux 78 r/n) 6es opraHomeranuu.

Hb Genova/Hyogo (HBB CD28 CTG>CCG (Leu28Pro))
[MarHocTupoBaH y 2 geteit (Manbumk M.I0., 14 neT u
nesouka b.A., 7 ner). MepBble KIMHUYECKME NPOSBIIEHMS
HACNeACTBEHHOWM reMONUTUYECKOW aHEMIUW B BUIE TSxKe-
FTIOro reMosIMTMYECKOro Kpusa, noTpeboBaBLLEro 3aMe-
CTWUTENbHOM TEpanuu JOHOPCKUMU 3pUTpoLMTaMu, Bbinm
B Bo3pacTe 4 n 5 neT cooTBeTCTBEHHO. B HacToswee
BpeMs y 0BouX [eTen COXpPaHATCA aHeMusi | CTeneHu u
cnneHoMeranus.

Hb Roseau-Pointe a Pitre (HBB CD90 GAG>GGG
(Glu90Gly)) uneHTMbMUMpOBaH B 2 criyyasx (LeBouka
N.A., 5 net u Manbumk [.®., 5 net). Y naumeHTku J1.A.
BMepBble NPU3Haku 3abofieBaHWA B BUAE CHUXEHUA
remMornobuHa oTMeyeHbl B 3 Mecsaua, B AanbHeillem
remornobud 100-103 r/n ¢ peTuKyoLMTO30M 1 MOBbI-
LUEHNEM aKTUBHOCTM NaKTaTLeruaporeHasbl, CBuae-
TENbCTBYIOLMNX O CyOKOMNEHCUPOBaAHHOM reMosnuse. Y
Manbunka [.®. KnMHMYeckne cuMnToMbl Bonee Bbipa-
eHbl: HauuHas ¢ 1 MecsAua Xu3Hu, — BrnefHOCTb,
yMepeHHas renaTtocnneHomeranus, B obLieM aHanunse
KpoBM reMornobun 90-95 r/n, runoxpomMmua U MUKpO-
umtos aputpountos (MCH — 70,3 con, MCV 21,05 nr).
Mpn MOMNEKYNSAPHO-TEHETUYECKOM WCCMEefOoBaHUN Y
nauueHTa BbisiBfieHa HenpoTsskeHHas aeneums (3.7 kb)
o-rnobuHoBoOro knactepa, NpUBOAsALLAa K a-Tanac-
ceMumn-2 (-0.3.7/owt).

Hb Henri Mondor (HBB CD26 GAG>GTG (Gly26Val))
BbisieneH y 1 nesoukm (I.[0.), 12 nert, aTHMYecKan asep-
BanpskaHka. AHeMuUs npoTekaeT MArko, 6es Kpu3os, B
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HacToswee BpeMsa aHeMmus | ctenenn 6es opraHome-
ranuu.

Hb Leiden (Glub(7)del) sadomkcuposaH y 1 Manb-
umka (B.1.), 18 neT, aTHUYECKMIA PYCCKWIA, BNepBble B
Bo3pacTe 3 neT bbln rocnMTanua3npoBaH B CBA3U C reMO-
FIMTUYECKMM KPU30M, NOTPeboBaBLLMM 3aMECTUTENBHOM
Tepanuu. B HacTosLLee BpeMsa COXpaHAeTCA aHeMus
[-Il cTenenn, penkme Kpusbl, bonble He TpebosasLume
3aMeCTUTENbHON Tepanun, yMepeHHas renaTocnseHo-
Meranus, peTUKyoumMTos.

Hb Little Venice (HBB CD42 TTT>TGT (Phe42Cys))
BbifenieH y 1 Manbumka (C.A.), 11 neT, 3THMYECKMIA
ykpauHeu. CMMNTOMBbI BriepBble HaYanuch B 9 MecsauUes.
B HacToswwee BpeMa aHemua Il cTeneHun, ymepeHHas
opraHoMeranusi, HesHauuTenbHaa pedopMauus
yepena. 3a 11 net 4 pasa npoBefeHa TpaHCcdy3nOHHas
Tepanwus.

Hb Olmsted (HBB CD141 CTG>CGG (Leul4lArg))
BbifiBfieH y 1 mManbuuka (X.W.), 13 net, aTHUYecKuit
rpysuH. Y pebeHka ¢ 1,5 roga HabnopaeTcs XpoHuye-
CKas remMonuTuyeckasa aHemusi. B HacTosilee BpeMs y
naumeHTa aHeMus | cTeneHun, peTvKynoLnTos, yMepeHHas
renaTocnneHoMeranvs.

Hb Sabine (HBB CD91 CTG>CCG (Leu91Pro))
oBHapymeH y 1 3THUUECKM pyCcCKoi naumenTku (d.1.),
17 net. AHeMus | cTeneHu BnepBble BbISBIIEHa B BO3pacTe
6 NneT npv NNaHoBoW KOHCYNbTauuu nepuatpa. B HacTo-
AWM MOMEHT aHeMus | CTENeHn CoXpaHAeTCs, KpUsoB
He Bbino, TpaHcy3umn He NPOBOAUMUCH, OMpenenseTcs
HE3HAUNTENbHOE YBENTMYEHWE MEYEHN N CENE3EHKM.

Hb Showa-Yakushiji (HBB CD110 CTG>CCG
(Leul10Pro)) BbisBneH y 1 manbumka (A.LLL), 8 ner,
apab. 3abonesaHne Hayanocb Ha NEPBOM FOAY XKW3HMU,
MauMeHT Hy)AaeTcs B 3aMeCTUTENbHON Tepanuu B
cpenHeM 1 pas B 2 Mec, BbIpa)eHHasi OpraHoMeranus,
WKTEPUYHOCTb, AedhopMaLms yepena.

Hb Terre Haute (HBB CD106 CTG>CGG (Leu106Agn))
3achukenposaH y 1 nesouku (K.M.), 4 ropa, pycckas.
Anemus | cTenenm ¢ 2 net, 6e3 opraHoMeranuu, Kpusos,
KOCTHbIX fechopMaumi.

Hb Tubingen (HBB CD106 CTG>CAG (Leul06Gln))
BepMdUUMPOBaH Yy 1 STHUYECKM PYCCKOM MaLUEHTKM
(B.l'.), 14 net, KoTopas CTpagaeT reMoUTUYECKON
aHeMueli C ABMEHWSIMM LiaHO3a HOCOryBHOro Tpeyronb-
HUMKa ¢ poxaenusa. K 14 ropam remMonms cTtan HOCUTb
KOMMEHCMPOBAHHbIN XapaKTep, HO COXPaHAIOTCA renaTo-
CMNMEHOMEranusa 1 LmaHo3 HocorybHOro TpeyronbHuKa.

OBCYXXIOEHUE PE3YJIbTATOB UCCITELLOBAHUA

B Hawewn KoropTe nauMeHTOB C HacnenCcTBEHHON
reMonMTMYeckoi aHemmen screacTeme HIM no aTHWue-
CKoMy cocTaBy npeobnapanu pycckve (35 s 52 naum-
€HTOB), B 6 Cryyasx aHoMarnbHblii HI gMarHocTupoBaH
y TaTap, B 3 — y asepbanmxaHueB, No 2 —y apMsiH #
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apabos, no 1 —y MonaaBaH, yKpauHLEB, FPy3uH, TYPKOB,
ncnaHLues.

BoiaBneHHble Hamu dhopmbl HIT onucaHbl y naum-
EHTOB pasfMuHbIX HaUMoHanbHoCTeN. Tak, HanpuMep, Hb
Tacoma 6bin 06HapysKeH B CEBEPOEBPONENCKUX CEMBSX,
B Adppvike 1 Anonun [3—6]. KnuHnyeckne npusHaku y
BbISIBMTEHHbIX HAMW NMaLMEHTOB PYCCKOM HaLMOHANbHOCTM
aHanornyHbl paHee OMUCaHHbIM U XapaKTepuayloTcs
FMMOXPOMHOM MUKPOLMTaPHON aHemuen Il cTenenu, kak
npaBuso, He TpebyioLlen NpoBefeHUs 3aMeCTUTENbHON
Tepanuu. B Hawwel koropTe nauneHTOB OTMEYEHO coye-
TaHHOe HacnepoBaHue aHoManbHoro HIM Hb Tacoma ¢
B-TanaccemMuyeckoi MyTauWeln, YTO COMPOBOXAANOCH
YTSKENEHNEM KIIMHUYECKON KapTUHbI.

"eMmornobuHonatusa Koln — Hanbonee pacnpocTpa-
HEeHHas HacneAcTBEHHas reMONIMTUYEeCKan aHeMus,
obycnoBneHHas HocutenbcTBoM HIT, KoTOpas BCTpeua-
eTcsl B ocHoBHOM B EBpone u CLLIA. OnuncaHbl efuHnYHbIe
cnyvan B Kutae, Mnaun, Poccun [7-12]. BoisiBneHHble
HaMW 2 HepOACTBEHHbIX cryyas HocuTenbcTBa Hb Kdln
XapaKTepPU30BannCb OTHOCUTENBbHO MSITKUM TEYEHWEM
3abonesaHns B BUAE CNPOBOLIMPOBaHHbIX reMonnTnye-
CKMX KPW30B, YTO, COrMIACHO JIMTEPAaTYPHbIM [aHHbIM,
Hanboree 4acTo BCTpeYaeTcs B MUpE.

Hb Monroe/Kairouan, Bnepsble MaeHTUULMPO-
BaHHbI B CLLIA, no3xe onucaH y nauneHToB B MHauu,
baHrnapgew, Manansuu, OA3, TyHuce, VpaHe n Tapsku-
kuctaHe [13-21]. B Hawe# KoropTe nauueHToB Hb
Monroe BbIsSiBNIEH B 2 HEPOACTBEHHbIX CeMbsiX (pyccKue
1 KpbIMCKue TaTapbl). Criyyait coHacrnenoBaHms ¢ B-Ta-
NacCeMMUecKoh MyTaLMeh MHTepeceH Takke heHo-
MEHOM pacnonoMeHus 2 rnobuHoBbIX aHOManun Ha
1 XpoMOoCOMe: KOMMayHL-TeTePO3Ur0THOE HacleoBaHWe
2 rnobuHOBbLIX aHOManNuin BbISBMIEHO TaKXe y oTua
pebeHKa (KpbIMCKUiA TaTapuH), B TO BpEMS Kak Y MaTepy
Kakux Bbl TO HM BbINO FMOBMHOBLIX aHOManuii He obHa-
PY}KEHO.

Hb Roseau-Pointe a Pitre saBnAeTca oyeHb penkom
dopmoin. B MeskpyHapogHoM nuTepaType onucaH
1 cnyvait ¢ 3TUM BapuaHTOM remornobmHa — HOBOPO-
MOEHHbIA 13 [loMUHMKaHCcKoi Pecnybnuku [22]. Mbl
MPeacTaBWmM eLle 2 criyyas 3TOro peAkoro BapvaHTa
HI. Y ogHOro naumeHTa pyCCKOW HaUWOHaNbHOCTH
KIIMHWUYECKME MPOSIBNIEHUA CXOXM C paHee OMNMUCaHHbIM
Cny4yaeM, y Apyroro — BbIIBIEHO COYETaHHOE Hacneno-
BaHue aHoManbHoro HI ¢ a-Tanaccemueit (-a3.7/aal),
YTO NpYBENO K yBenuueHuio nponopuumn HIC B sputpo-
umTax n bonee THKENbIM KITMHUYECKUM MPOSBIIEHUAM.

Hocutenamu HI Hb Southampton/Casper sisns-
l0TCS efuHUYHble naumeHTbl 13 CLUA, ApreHTuHbl,
Kutas v Ypyreasa [23-26]. B HaweM WccrneaoBaHum
Hb Southampton/Casper gMarHoctupoBaH B 2 HEpOL-
CTBEHHbIX CIly4asXx Y MaLUMeHTOK PyCCKOW HaLMOHanb-
HOCTM, CTPafaloLLMX reMOSIMTUYECKON aHEMUEN CPERHEN
CTeMEeHM TSKECTU C PaHHEro Bo3pacTa.
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Hb Genova/Hyogo BbifiBneH y naumeHToB 13 KaHagbl,
Esponbl, VHanu, Adpuku, AnoHun u Kybel [27-32].
Haw cnyyai HocuTenbcTBa 3TOro aHomanbHoro HIMy
PYCCKOro nauueHTa no CBOeW KMMHUYECKOW KapTuHe He
OTNMYaETCA OT paHee OMUCAaHHbIX MWL OPYrMX Haumo-
HambHOCTEN.

Hb Buenos Aires (Bryn Mawr) BcTpeuaeTcs B
CLUA, Kanape, finoHun u Kambopske [33-36]. Panee
onucaHHble cnyyam Hb Buenos Aires oTMeueHbl y
BbIXOALEB M3 A31M, NMPOXKMBAIOLLMX B PasHbIX CTpaHax
MUpa, B HALLEM Cryyae 3TOT aHoManbHbivi HI™ BbisiBNEH y
NauUMEeHTOB PYCCKOW HaLMOHANIbHOCTH.

BapuaHT HI Hb Louisville (Bucuresti) BbisiBfeH B
Tannange, ctpaHax EBponbl, KaHage v AMepuke, a Takke
y KaBKkasues [37-42].

Hb Cheverly onucaH y Haponos Kaska3sa u Utanuu. B
HaLleM UCCNenoBaHuM BCe NaLMeHTbl Bbin STHUYECKMMM
PYCCKUMMU.

Hb City of Hope onucaH B nutepatype y xutenen
KaBkasa, Ntanuu, Typuuun, a TakKe B €BPENCKNX CEMbSIX.
Y Hac B uccnenoBaHuu Bbino 2 3THUYECKUX apMsAHMHA U
1 pebeHOK 3THUYECKMI PYCCKUI.

Hb Tibingen onucaH B nuTepaTtype y utenen
Benbruv 1 M'epmannm [43]. PebeHok B HalleM nccrneno-

3AKITIOYEHUE

HI™ — penkas natonorus, Heo6xoaMMo BefeHWe perv-
CTPa LaHHbIX NMaUMEHTOB ANS U3yyeHus ocobeHHoCTeN
TeueHus 3aboneBaHWs M YTOUHEHUS CICKA FO0BMHOBbIX
aHOMasIi, YTO MO3BOSUT YNYYLUUTb AMArHOCTMKY, B TOM
yncne 1 paHHIoIo.
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