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Pesiome

ynbcokcUMeTpus ucnonbayetcs B MeamumHe ¢ 1980-x rr. B HacToswee BpeMs OHa LWIMPOKO pacnpocTpaHeHa BO BCex 06/1acTsx
MeauLLMHBI. HYallle BCero HM3Kue nokasartenu nynbCOKCUMETPUN SBASKOTCS CIeACTBUEM HApYyLLEeHUS CNOCOBHOCTM OPraHOB AbIXaHUS
OKCUreHMPOBATb NPUTEKAKOLLYHO K IErKMM BEHO3HY KPOBb. HAMHOMO pexe H13KMe nokasaTenu NynbCcoKCMMETPUM MOryT ObiTb CBS-
3aHbl C reMOrNobUHONATUSMMU, KOTOPbIE U3MEHSAIOT CBA3bIBAOLLME CBOWCTBA M CNEKTP NornoleHns remornobuHa. B ctatbe onucaH
KNUHWYECKUI Cnyyait naumeHTa 13 neT,y KOTOporo B Xo4e PYyTUHHOrO 06CnefoBaHMS N0 NOBOAY TEYEHUS OCTPOM pecnmnpaTopHOW
BMPYCHOM MHbeKuMK B nepuos naHaemmn SARS-CoV-2 6bina BbisiBNeHa HeCCMMNTOMHAs HWU3Kas caTypaLms KUCI0poaa Npuy npo-
BeAEHMMU MYNbCOKCUMETPUN. ManbymKy BbIMOMHEHO OBLWMPHOE NCCNeaoBaHUE AN MOMCKA KApAMONOrMYECKUX UK MYbMOHONOMM-
Yeckux NpuYMH aecatypaumu. B xone obcnenosaHums 6bi1o 06HapY>KEHO HECOOTBETCTBME MEXY NMOKA3aTeNIMU NMYNbCOKCUMETPUN
W NapLuManbHbIM JaBAEHWEM KMCIOPOAA C caTypauuel apTepuanbHOM KpOBK, YTO MO3BOMMAO NPELNONOXKMTL HAMYME Y NaLMEHTa
reMornobmMHonaTMu. YunTbisas BO3IMOXHbIN HAC/EeLCTBEHHbIV XapakTep reMornobuHonatuu, bbina BbINONHEHA NYNbCOKCUMETPUS
y poauTenen nauMeHTa, B pe3ynstate KOTOpOK BbiseneHa 6eccMMnToMHas fecatypauuns y matepu. [1pu npoeeaeHun anektpodo-
pe3a remornobuHa 6bin 06HapyXKeH aHOManbHbI CTPYKTYPHbIA BapuaHT. [pu nocneaytowem aHanmse OHK BbisneHa 3aMeHa
1 HykneoTnaa B 3k30He 2 reHa HbAZ, KoTopas npuBena K 3aMeHe r’MCTUAMHA Ha acnapTaM. OTOT reHEeTUYECKMIM BapuaHT paHee He
6bl1 ONKMcaH B 6aze AaHHbIX NOAMMOPdOU3MOB YenoBeka. TakuM 06pa3oM, NoATBEPXKAEH AMarHO3 «HacneacTBeHHas reMornoou-
Honatua». OCBeAOMNEHHOCTb NaLMEHTa M MeMLMHCKOro NepcoHana 0 AaHHOM 3a601eBaHMM NOMOXKET B AasibHelleM 13bexaTb
[MArHOCTUYECKMX OWKNBOK B Cly4ae 3KCTPEHHOM MK MAAHOBOW MEAMLMHCKON MOMOLUM.
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Abstract

Pulse oximetry has been used in medicine since the 1980s. Currently, it is widespread in all areas of medicine. There are many
cases when low pulse oximetry readings are the consequence of impaired ability of the respiratory organs to oxygenate venous
blood flowing to the lungs. On the other hand, low pulse oximetry readings can be associated with hemoglobinopathies that
alter the binding properties and absorption spectrum of hemoglobin. The article describes a clinical case of a 13-year-old
patient. During a routine examination regarding the course of an acute respiratory viral infection during the SARS-CoV-2 pan-
demic, asymptomatic low oxygen saturation was detected when measured with a pulse oximeter. The boy underwent extensive
testing to look for cardiac or pulmonary causes of desaturation. During the examination, a discrepancy was found between pulse
oximetry readings and partial pressure of oxygen with arterial blood saturation, which suggested that the patient had hemoglo-
binopathy. Considering the possible hereditary nature of hemoglobinopathy, pulse oximetry was performed on the patient’s par-
ents. Mother had asymptomatic desaturation. Hemoglobin electrophoresis revealed an abnormal structural variant. Subsequent
DNA analysis revealed a 1-nucleotide substitution in exon 2 of the HbAZ gene, which led to the substitution of histidine for
aspartame. This genetic variant has not previously been described in the Human Polymorphism Database. Thuswise, the diag-
nosis of hereditary hemoglobinopathy was confirmed.
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BBELOEHME

[ynbCOKCMMETPpUS Mcnonb3yeTcs B MeguumnHe ¢ 1980-x rr.
[ecatunetne cnycrs ee UCNONb30BAHWE CTaNo CTaHLAPTOM
MeLMLUMHCKOW NMOMOLLM B ONEPALMOHHBIX U OTAENEHUAX pe-
aHUMaLMK NPU MOHWUTOPUHIE KM3HEHHO BAXHbIX MoKasare-
Nen, a Takke B HEOHATONOMUM AN CKPUHWUHTA KPUTUYECKUX
BpOXAeHHbIX nopokos cepaua [1]. Manaemuns SARS-CoV-2
B rnobanbHOM MacwTabe NpoAeMOHCTPUPOBana HeobXxoam-
MOCTb LUMPOKOTO pacnpoCTpaHeHMs MyNbCOKCUMETpUM 1 0by-
YEHWS paHHEMY BbISIBNEHWI TMIMOKCEMUU B CBA3M C PeHOoMe-
HOM HU3KMX NOKasaTenei MynbCoKCMMeTpun 6e3 OabIlKU, T. H.
Tixasa runokcus [1-4]. Takum obpa3om, BO BpeMs naHaeMum
SARS-CoV-2 HacblleHne apTepuanbHOM KPOBM KUCTOPOAOM
6610 Hanbonee BaXHbIM NapaMeTPOM, UCNONb3yeMbIM A4
CKPUHWHIa, OLLEHKM NMPOrHO3a M NMOoKasaHWi K rocnutanusa-
umu [5]. B €BS3M € 3TMM NyNbCOKCMMETPUS CTana LWMPOKO pac-
NpoCTpaHeHa U Ha aMbynaTopHOM 3Tane cpeau neauMaTpoB
u TepaneBToB. HO JOCTYNHOCTb M MCNONb30BaHME MYAbCOK-
CMMETPUM He rapaHTUPYIOT Haanexallero NoHMMaHUs MeTo-
0B paboTbl YCTPOMCTBA M MHTEpRpeTaumum nokasarenen [1, 6].

KpoBb yenoBeka COCTOWT M3 Nna3mbl U KneTok: 99% kne-
TOK COCTaBASIIOT 3pUTPOLMTLI, @ OCTaBwmninca 1% — nelikoum-
Tbl M TpOMBOUMTLI. B 3putpounTax HaxoamuTcs reMornobuH,
KOTOPbIM TPAHCMOPTUPYET Kucnopof. Monekyna reMornobuHa
COLEPXUT ABe Lenoykun a-rmobuHa 1 aBe Lenovku Apyroro
rnobuHa (YaLLe B- MoxeT BbITb Y- UK 8-), KaXKAAS U3 HUX Coe-
[IMHEHa C YeTbIpbMs MONEKYNAMM reMa, KOTOPbIE CBA3bIBAKOTCA
C KMCNopoaoM. HecBs3aHHbIM C KUCIOPOLOM reMornobumH Ha-
3bIBAETCS 4€30KCUreMOrN0bMH, a CBA3aHHbIA — OKCUIeMOorno-
61H. leMornobuH Takxke cnocobeH CBA3bIBATLCS C APYrUMU
MoOfieKynamu, HanpuMmep ¢ MOHOOKCUAOM yrnepoaa, obpasys
kapbokcuremornobuH (COHb), koTopbit MeeT 6onee BbiCoO-
KOe CPOLCTBO K reMornobuHy, yem kncnopog, Ewe ogHmm Ba-
PWAHTOM COCTOSIHMS reMOrNobuHa 9BNSeTCs MeTreMornobuH
(MetHDb), B koTopoM coaepxutcs Fe** (B oTnnume oT HopManb-
HOro remMorno6uHa, B KOTopoM Fe?*), B pe3ynsTaTe Yero oH Te-
psieT CNOCOBHOCTb CBA3bIBATb KMCNOPOA. HakoHew, cyliecTBy-
10T pa3/nyHble reHeTUYeckne BapuaHTbl remornobuHa [3,7].

OcHoBy paboTbl NMyNbCOKCMMETPA COCTABAAOT ABA KIHO-
YyeBbIX MOMeHTa. Bo-nepBbiX, CNOCOOGHOCTb A€30KCUTEMOTNO-
6MHa MHTEHCMBHO MOrNOLATb KPaCHbIA CBET (OJIMHA BOJHbI
660 HM), a okcuremMornobuHa — MHPpPaKpacHbIi CBeT (Anu-
Ha BonHbl 940 HM). Bo-BTOpbIX, NyNbcaums aptepuii u apte-
pVOA B COOTBETCTBUM C yAAPHbIM 06beMOM cepaua. Mo coot-
HOLUEHUIO KPAaCHOIO M MHMPaKpacHOro NOTOKOB, AOLeALINX
OT UCTOYHMKA M3NyYeHUs 00 GOTOLETEKTOPA Yepe3 y4acToK
TKaHW, ONpeaensieTcs CreneHb HacbiWeHns reMornobuHa ap-
TepuasbHOM KpOBK Kncnopoaom — catypauua (Sp0,) [7, 8].

KpoMme nynbcokcMmeTpa Ang onpeneneHns okCureHaumm
MOXHO Mcnonb3osaTb CO-okcMMETpbI [9]. 3TO MHBA3MBHbIN
MeTof, Ans KOToporo TpebyeTtcs 3abop apTepuanbHOM KpoBMU.
CO-oKCMMETpbI U3MEPSIHOT MOMOLLEHME CBETA B AMANa30He OT

HECKONbKMX AECATKOB A0 COTHU AJIMH BOH B OT/IMHME OT MyNb-
COKCMMETPa, KOTOPbIN onpeaenseT ToNbKO ABe A/MHbI BOMHbI.
N3mepeHue Bonbliero konnyectsa BosnH nossonset CO-okcu-
MEeTpy «pa3nnyatb» He TONbKO OKCU- U AEe30KCUMreMOrnobuH,
HO W KapboKcMreMornobuH, MeTreMornobuH v apyrue ero co-
cTaBnstolme. lNo3ToMy laHHbIN MeTop aBnseTcs bonee TOUHbIM
M NO3BONSET ONPEAEUTb UCTUHHYIO CaTypaLMI0 apTepuabHOM
kposu, Sa02. B Hopme SpO, nonxHa BbiTh pasHa Sa0, [8-10].
[ing npakTnyeckon paboTbl NONE3HO 3HATb, YTO MOKa3aTe-
7 SpO, KOPPEMPYIOT C NapuMabHbIM AABNEHNEM KUCIOPOAA
B kKposu (Pa0,): cHmkermne Pa0, Bneyert 3a coOOM CHMxXEHME
Sp0,. YkazaHHas 3aBUCMMOCTb HOCUT HEIMHENHbIA XapakTep,
41O 06BACHSETCH S-06pa3HbIM BMAOM KPUMBOM AMCCOLMALMM
okcuremornobuna (puc. 1). B cnyyvae otcyteramna CO-okcumeTpa
npy aHanm3e ra3oB KPOBW MOKa3aTeNb CaTypaLum onpeaenser-
€4 B BM[E PaCHeTHOM BennUmHbl ncxons u3 pO2 u HopManbHo-
ro NOMOXEeHUs KPUBOM auccoumaumm okeuremornobuna [10].
MorpewHoCTb U3MepeHUit MyNbCOKCUMETPUM 0BbIYHO CO-
cTtaBnseT 3-4% B 3aBMCMMOCTU OT UCMOb3YEMOrO YCTPOWA-
cTBa v KanubposBku. Kpome TOro, cTaHAapTHbIE MyNbCOKCK-
MeTpbl He MOTyT OMpefenuTb Hanuuue MeTreMornobuHa,
kapbokcuremornobmHa unu Mytaumii reMornobuHa, Kotopble
MOryT MEHSTb CBA3bIBAOLLME CBOMCTBA M CNEKTP MOMOLLEHMS,
TeM CaMbIM BMAS HA NOKasaTenu okcureHaumm [3, 11]. B 1a-
KMX Cyyasnx nevallemMy Bpavy Heobxo4MMO COOTHECTU Mexay
CoboW KNMHUYECKMe NPOsIBNEHMS, faHHble 0ObEKTUMBHOIO CTa-
Tyca M NYNbCOKCMMETPUK, T. €. MONAraTbCs TONbKO Ha AaHHbIE
MyNbCOKCUMETPA AN MHTepnpeTaLum He pekoMeHayeTcs [5].
B HacToswee BpeMs yCTaHOBMEHO, YTO B KIMHWYECKOM
npakTUKe B HONbLIMHCTBE Clly4aeB HU3KME MOKa3aTenu nysb-
COKCUMETPUM ABNAOTCA CNeACTBMEM HapylleHUs Cnocob-
HOCTM OPraHOB AblXaHWS OKCMIEHWMPOBATb NPUTEKAOLLYHO
K NErkMm BeHO3Hyt KpoBb [12]. KpoMe Toro, Ha TOYHOCTb 13-
MEpEeHW MOryT BAMATb psa GakTOpOB: Nak Ang HOITen, ap-
KW BHELIHWIA CBET U ABUXKEHUS, TPEMOP, MUTMEHTALLUS KOXMU,

PucyHok 1.KpuBas guccoumaumm okcuremornobmHa
Figure 1. The oxygen dissociation curve
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BHYTPMBEHHbIE NMUIMEHTbI (METUNEHOBbIN CUHUI), 3HAUYUTENb-
HOe CHWXeHWe nepdy3uun nepudepuyecknx TKaHen (anc-
TPUOYTUBHbBIN LWOK: CENTUYECKUI, aHadunakTnyeckuni) [8].
HaMHoro pexe y ntoaei MoryT 6biTb TOXKHO HW3KME MOKa-
3aTenun SpO,, BbI3BaHHbIE PA3/MYHBIM CMEKTPOM Moroule-
HMS MX aHOMaNbHOro reMornobuHa (remornoburonatus). Ans
onddepeHUnanbHOM AMArHOCTUKM NPUYMHBI CHUKEHHOM Ca-
Typaumu HeobxoAMMO NPOBECTM aHaNM3 ra30B apTepuanbHON
KPOBW Ha aHanu3aTope, ocHaweHHoM CO-okcumeTpoM. Ecim
Hapsioly CO CHWMXXEHWMEM caTypaLmumn ectb 1 cHkeHue Pa0, He-
06X0MMO UCKATb MPUUMHY HAPYLLUEHUS OKCUTEHaLUMK (MHTep-
CTULMANbHBIA GUOPO3 Nerkux, BHYTPU- U BHENETOYHbIN LUYHT
KpOBW, NOPOK cepaLa co cbpocoM KpoBM CnpaBa Haneso).
Ecnu npu npoBefeHMU MynbCOKCMMETPUM NOKA3aTenu caTty-
pauuu byayT Hu3Kkue, a npu onpenenednn PaO, CO-okcume-
TPOM nokasaTtenu 6yayT B npefenax HopMbl, HE0OX0LMMO MUC-
Knto4aTb remornobuHonatuio [8, 12-14].

[emMornobuHoONaTUK IBAAIOTCS Hanbonee pacnpocTpaHeH-
HbIMWM MOHOTEeHHbIMM 3a601eBaHNAMU. Ha MOMEHT HanMcaHums
[aHHOM CTaTbu, cornacHo 6ase gaHHbix HbVar «O BapuaHTax
remMornobuHa YenoBeka uM MyTalmii TanacCeEMMM», B MUpeE Cy-
wecrsyet 1 870 myTtaumii remornobuHa [15]. 3ta oaHa u3 cTa-
peMWmX M LUMPOKO MCMONb3YEMbIX TOKYCHO-CNeUMbUYecKmx
6a3 faHHbIX, koTopas bbina 3anywera B 2001 r. MHOroueH-
TPOBOW aKaleMMYeCKon opraHm3aument ons NnpeaocTaBneHus
CBOEBPEMEHHOM MHMOPMALMM O MHOTOUYMCIEHHBIX MyTaLM-
X reHoMa, NpMBOASLIMX K BapuaHTaM remornobuHa. Cpeam
BCEX reMornobuHonatnii Hambonee pacnpocTpaHeHbl KOu-
YyecTBEeHHble reMornobnHoNaTMM — TanaccemMmm, Cpeam Kade-
CTBEHHbIX Yallle BCEro BCTPEYAETCs CepnOBMUAHOKNETOYHAS
aHemus. Cnektp GeHoTMNOB reMornobuHoONaTMi MOXET Ba-
pbUPOBATLCS OT 6ECCMMNTOMHOIO HOCUTENbCTBA [0 TAXKENbIX
reMoNuTUYeCKnX aHemuii [13, 16].

B 2010 r. Bbiwen cucremMatnyeckuii 063op «HeoxmaaHHo
HW3KMe MoKa3aTenu NynbCOKCUMETPUM, CBA3AHHbIE C MyTaLIM-
aMu remornobuHax [12]. 3a 30 net aBTopamum 66110 HAMAEHO
25 nybnukaumii n 4 HeonybNMKOBaHHbIX Clyvas, NpeacTaBas-
oKX 45 NaumeHToB € HM3Koi SpO, 1 NOATBEPKAEHHOU My-
Taumen remornobuHa. Y 57 uneHos cemelt naumeHToB Bbina
NOATBEPXAEHA MW NMOA03peBanach MyTauus reMornobuHa.
CornacHo 3TOMy MCCNef0BaHMI0, MATOOU3NONOTUS CHUKEHNS
HaCbILLEHNS KMCNOPOAOM MpW reMOrnobuHONaTUAX MOXeT
ObITb CBSI3aHA C ABYMSI OCHOBHbIMM (DAaKTOPaAMU — U3MEHEHMU-
€M CMneKTpa MNOrMOLLEHUS U HU3KMM CPOACTBOM K KMCIOpoAy
aHOManbHOro remornobuHa. B nepsom cnyyae Habnwogaet-
cs Hecooteetcteue Mexay SpO, n Sa0,, uto noaTBepxaa-
€T NIOXHbI pe3ynbTaT nynbCcoKCMMeTpuun. Bo BTOpoM cny-
4ae HabnaaeTca cHuxeHne kak Sp0,, Tak n Sa0,, npu 3ToM
PaO, B npenenax HopMbl. B TakoM ciyyae 40CTaBKa KMCO-
pofia He HapyLIeHa, T. K. TaKoW reMornobuH BbicBObOXAAET
6onblle KNCNopoaa B nepudepmnyeckmx TKaHaxX, YeM HOp-
ManbHbI BapuaHT remornobuHa [12].

leMornobuHonaTUs 9BNSIETCS penKkoin NPUUYMHOW NOX-
HO HWM3KMX MoKasaTenein nynbCoOKCUMMETPUM U 0BbIYHO Mpu-
HMMaEeTCs BO BHMMaHME TONbKO nocne nckntodeHns MetHb,
COHb v ppyrux dakTopoBs, HapyLatoLwmx paboTy NynbCOKCH-
METPOB, a TaKXKe PecnuMpaTopHbIX U CEPAEYHO-COCYANCTbIX
3abonesanui [17].
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KJIMHUYECKUIA CNYYANA

MaumeHT M., Manbunk 13 net. AHaMHE3 XXM3HU: OT NepBOM
6epeMeHHOCTH, CPOYHbIX poaoB, BeC 3 450 r, annHa 58 cm,
oueHKa no wkane Anrap 8/9 6annos. Poc 1 pa3suBancs no
BO3pacTy. BakLMHMPOBaH B COOTBETCTBMM C HALLMOHAMBHbIM
KaneHzapeM. M3 nepeHeceHHbIx 3aboneBaHUi — OCTpble pe-
CNUpaToOpHble MHbEKUMN 00 ABYX pa3 B rof, OCTpbii 6poH-
XMT, OCTPbIA racTpo3HTepuT. Ha AmMcnaHcepHoM HabnoneHun
y CNeunanncToB He COCTONN.

AHamHe3 3aboneBaHus: B Bo3pacte 13 net B ceHTabpe
2020 r. (nepuof, naHAEMUM HOBOW KOPOHABUPYCHOM MHPEK-
LMM) Ha MNaHOBOM OCMOTPE Y4acTKOBOro neamatpa mo no-
Bony TeueHns OPBU - nepwenwne B ropne, cybdebpunbHas
TeMmnepaTypa Tefia — Npy NPOBeLEHMMU MYNbCOKCUMETPUM Bbl-
SBNEHO CHWXKeHWe catypauun oo 84%. MNpu anHaMmueckom
M3MepeHUn caTypaummn COXPaAHANUCh HU3KME MOKasaTenu
B npepenax 84-86%. ObcnenoBaH aMbynaTtopHO: KAMHMYE-
CKWUIA aHanu3 KpoBMW — neikoumTbl 5,8 x 10°/n, 3putpoumThl
4,76 x 10'*/n, remornobuH 136 r/n, poMboumUThl 223 *x 10%/n,
nanoykosaepHble HENTpOodUNbl 2%, CErMEeHTOS AEPHbIE HEN-
Tpodunbl 53%, MoHouMTbI 5%, nMdoumTbl 40%, CO3 4 MM/,
peHTreHorpaMMma OpraHoB rpyaHoOM nonoctu — 6e3 ovaro-
BbIX U MHOUALTPATUBHBIX U3MEHEHWI, 31eKTPOKapAMorpa-
duns (OKT) - cnHycoBag 6pafmMapuTMmg, 4acToTa CepAeyHbIX
cokpauwenun (HCC) 57-85 B MuHyTy, Ix0KT, IxoKC - nynbmo-
HanbHasg peryprutaumsa 0-1-i cT., naBneHue B NerovyHon ap-
Tepuu He noBblleHo. KoHCynbTMpOBaH GTU3MATPOM: AaHHbIX
3a cneunduyeckuii npouecc Het. KOHCYnbTMpOBaH MysbMOHO-
NOrOM: AMArHOCTMYECKM He SICeH, pEKOMEHA0BaHO 0bcneno-
BaHWe B YCIOBUAX CTaLMOHapa.

Mpu nocTynneHnn B cTauMoHap anob He npeabsasns-
eT. Cuntaet ceba 300poBbIM. COCTOS\HME YAOBNETBOPUTENb-
HOe, CaMOYyBCTBME He HapylleHo. BpoHX00BCTpyKTUBHO-
ro CMHAPOMA, NPOSIBNEHWUI AblXaTeNbHOM HeAOCTaTO4YHOCTH,
[HEBHOM M HOYHOM peCcnuMpaTopHOM CMMNTOMATMKK HeT. Bec
61 kr, pocTt 172 cM. Du3myeckoe pasBuTME CpeaHee, rapMo-
HuyHoe. CaTypaums Ha Bcex nanbuax obemx pyk 82-87%,
6e3 3HaumTenbHoro apdekta Ha ¢GoHe nogaum 100%-Horo
yBnaxHeHHoro O, KoxHble NMoKpoBbl 0BbIYHOM OKpacKM,
NPW3HAKOB XPOHUYECKOW TKaHEBOM TMMNOKCUK HeT. l[eMoam-
HaMuyeckn ctabuneH, aptepuancHoe pasnexnune 110/60-
120/70 mm pT. cT.,, YCC 65-70 B MUHYTY, WYMbl HE BbICNY-
wuBatoTca. AYCKynbTaTUBHO [blXaHWMe NPOBOLMTCSA NO
BCEM OTAENaM Nerkux, BE3UKYNSIpHOe, XpUNOB HET, Ya-
cToTa AbixaHuit 20 B MuHYTY. MpoBeaeHo nabopaTopHo-
MHCTPYMEHTanbHOe obcnenoBaHue. KnuHMYeckuin aHanms
KpoBM 6e3 natonoruu: nerikouutsl 5,5 x 10%/n, 3puTpoumThI
4,91 x 10'%/n, reMorno6uH 134 r/n, TpoMboumTsl 251 x 10%/n,
nanoykosaepHole HerTpodunbl 3%, CerMeHTOSAEPHbIE HEW-
Tpodunbl 40%, moHountel 10%, numbountel 30%, COD
4 MM/4. BUoxnMuMyeckne nokasatenu B npenenax HopMbl:
C-peakTuBHbI 6enok 0 Mr/n, obwmii 6enok 69 r/n, rnokosa
HaTowak 4,87 MMonb/n, acnapTaTTpaHcamMmmnHasa 18 en/n, ana-
HWHTpaHCcaMuHaza 9 ep/n, nakratoernaporeHasa 353 en/n,
wenoyHas gocdartaza 1030 en/n, kpeaTMHMHKMHA3a 82 en/n.
IxoKC, cytouHoe MoHuTOpupoBaHue IKI, cnupanbHas KoM-
nbloTepHas ToMorpadus opraHoB rpyLHoM nonoctu, Y3



opraHoB 6ptoWwHoOM nonoctu, Y3M WwutoBuaHOM xenesbl — 6e3
natonoruu. AHanm3 razoB NPOBOAMICA HA OCHOBE Kanuansp-
HOW KPOBW, B pe3y/bTaTe Yero Obiin noayvyeHbl HU3KME 3Ha-
veHuns pO, n Sa0, (mabauya). YunTbiBas BO3MOXHYIO NpUMech
BEHO3HOM KPOBMU, HEMb35 OblI0 OAHO3HAYHO CYAWTb O TOYHO-
CTM [AHHOIO MCCNefoBaHUS, B CBS3M C YeM Obln BbINOSHEH
aHaNM3 KMCIOTHO-OCHOBHOIO COCTOSIHMSA M ra30B apTepuab-
HOW KpOBW, B X04€ KOTOPOro 66111 nosyyeHbl HOpMasbHble
3HaueHna pO, u Sa0, (mabauya).

Takum 0bpasoM, HabnaaeTcs HeECOOTBETCTBUE MEXAY
nokasatensiMu NynbCOKCUMETPUM U caTypaLuu apTepuasb-
HOW KpOBMW.

C yyeToM TOro, YTO reMornobuMHONaTMM Yalle BCEro Ho-
CAT HACNeLCTBEHHbIMA XapakTep, Obina M3MepeHa catypauus
y 0boumx pogmutenei -y oTua nokasatenun 98-99%, y matepu
84-89%. Co cnos MaTepw, y 6abywikn pebeHka Nno MaTepuH-
CKOWV IMHUK AnuTenbHOe BpeMs Habnofanacb aHeMus Hesc-
Horo reHesa (puc. 2).

YUnTbiBAs OTCYTCTBME KIMHUYECKOW KapTUHbI, AAH-
Hble 0006C/en0BaHNa, NOXHble nokasartenn SpO,y Manb-
4mMKa M Huskme nokasatenn SpO, y MaTepu, 3anofo3peHa
HacneaCTBEHHAst reMorIobMHONATUS C U3MEHEHMEM Crek-
Tpa nornoueHuns. BoinonHeHo noobcnenoBaHue, No AaHHbIM
anekTpodope3a reMornobmHa BbISIBIEHO CHUXEHWE dpak-
unm remornobuHa HbA go 85,4% (Hopma 6onee 96,5%), re-
mMornobuH HbA2 2,10% w HbF 0,0% - B npenenax HopMbl,
0OHapy>XeH aHOMasbHbIN CTPYKTYPHbIN BapMaHT reMornobm-
Ha — 12,5%. [poBeaeHO AOMONHUTENBHOE reHeTuYeckoe 06-
CnegoBaHWe — BbICOKOMPOW3BOAWUTENBHOE CEKBEHWPOBAHUE
OHK Ha 6a3e OIBY «HaunoHanbHbIM MEAULIMHCKMIA MCCneno-
BATE/NbCKUIA LLEHTP LETCKOM remMaToNornm, OHKONOrMMU U UMMY-
Honorum umenun Ammtpust Porayesax. AHanms [1HK nposeneH
Ha nnatdpopme NextSeq Illumina MeTooOM NapHO-KOHLEBOTO
yTeHus. B naHenb «reMonMTUYECKME aHEMUKU» BKIIKOYEHDI
93 reHa. B rene HbAZ B 3k30He 2 obHapyxeHa 3aMeHa of-
HOro Hykneotnaa c. 262C > G B reTepo3nroTHOM COCTOSIHUM,
npu“BoaSLLIas K 3aMeHe aMMHOKKMCNOTbI p.His99Asp. JaHHbIN
reHeTMYeCcKuii BapuaHT He BCTpeYyaeTcs B 6a3e AaHHbIX NOu-
MOpP(dM3MOB YeN0BEKa U He ONUCAH B HAYYHON MEeAULMHCKON
nuTepatype Kak natoreHHbln. OQHaKo B TOM e No3uumMmu onu-
CaHa apyras 3aMeHa c. 262C > T, np1MBOAALLIAS K M3MEHEHUIO
aMuHokmcnoTbl p.His88Tyr n BO3SHUKHOBEHWMIO @aHOMaNbHOMO
MeTremMornobuHa - lwate. [laHHble KOMMbOTEPHbIX MPOrPaMM
npeackasaHms addekTa 3aMeHbl aMUHOKMCIOTbI XapakTepu-
3YIOT 3TOT BapMaHT Kak noBpexaatolimia. [1o coBoKynHoCTH

Ta6nuya. CpaBHeHWE KaNUANAPHbIX U apTepuanbHbIX ra3os
KpoBu

Table. Comparison of capillary blood gases and arterial
blood gases

pH 740 742
p0, (MM pr.ct) 64 96
pCO, (MM pr.cT.) 44 38
Sa0, (%) 93 98

Pucyrok 2. PogocnoBHas naumeHTa (pucyHok B.A. XononHoM)
Figure 2.Patient’s pedigree (drawing by V.A. Kholodnaya)

X

i b

Crpenka ykasbiBaeT Ha naLueHTa.

[LlaHHbIX BapMaHT KnaccuduumpyeTcs Kak BEPOSTHO MaToreH-
HbI. I8 OLEHKM KNUHUYECKON peneBaHTHOCTU BbISBNEHHbIX
BAapMaHTOB MCMOb30BaHbl H6a3a aaHHbix Online Mendelian
Inheritance in Man (OMIM), Human Gene Mutation Database
(HGMD), Leiden Open Variation Database (LOVD), Catalogue
of Somatic Mutations in Cancer (COSMIC).

3AK/TIOYEHUE

TakmM 06pazoM, y Manbunka NOATBEPXKAEH AMarHo3 «Ha-
CNeacTBeHHas reMornobuHoONaTMs C M3MEHEHUEM CMEKTPa MNo-
rnoweHmsy. OXunaaeTcs, YTo AaHHAs MyTauus SBASETCS CTa-
6unbHOM HOPMON reMornobuHa U He NPUBELET K Pa3BUTUIO
reMonuTMYeckom aHemMumn. Ho ocBegoOMNEHHOCTb NaLMeHTa
M MeAMLMHCKOro NepcoHasna o AaHHOM 3aboneBaHUM NOMOXET
B JanbHelweM n3bexaTb AMarHoCTUYeCKMX OWMBOK B Clyyae
3KCTPEHHOM UK NNAHOBOW MEAULIMHCKON MOMOLLM.
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