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Pesiome

Beedenue. B cTaTbe nmpencTaBiieHbl ABa KJIMHUYECKUX Cydasi CEMEeHOM TMIMOKaablIMyPUUYECKON TUNIepKaJbliueMUu 1-ro Tuna
cpenu 4JIeHOB ONHO# ceMbu. M3HauaibHO AMarHo3 ObLJI YCTAHOBJIEH MaTepu B Bo3pacTe 46 JIeT, a Mo3Hee U ee ChIHY. Y MaTepu
rumnepkaablreMusi Ha (poHe yMEPEHHOTO MOBbIIIEH U TapaTropMoOHa BiepBble Oblia 3aduKcupoBaHa B 43 rofa, COCTOsIHUE ObLIO
paclieHeHO KaK MepBUYHBII runepnaparupeos. [lanueHTKe ABaX bl MPOBOAMIIU XUPYPruyeckoe JieyeHue 1Mo MoBoay 00pa3oBaHU s
napaluMTOBUAHOM Xeje3bl, KOTOpoe He OblI0 yerelHbIM. Takke oHa MoJjiydyajia KOHCepBaTUBHYIO Teparuio 30J1eIpOHOBOI KUCIO-
TOM M IIMHAKaIbIIETOM, KOTOopasi He obJ1aaaja 10cTaTouHoMi 3 dekTuBHOCTHIO. ChIH MAallMEeHTKU ObLT 00CeNoBaH B Bo3pacTe 16 jeT
B CB$I3U C KaJl00aMu Ha 60JIb B TIOSICHUIIE, B XO/1e 00C/IeI0BaHUSI BbISIBJIEHbI TUIIepKabliMeMUst Ha (hOHE YyMEPEHHOTO MOBbILIEHU ST
napaTropMoHa. YUUThIBasl OTSATOLIEHHbII HACIeICTBEHHbIII aHAMHE3, TPOBEIEHO MOJIEKYISIPHO-TeHETUYECKOE UCClIeloBaH e,
o pe3yJjbrataM KoToporo B reHe CASR BbIsIBJIEH TeTepO3UTOTHBIM MaToreHHbl il BapuaHT ¢.554G>A (p.Argl85GIn), aHa1oOTMYHBIIt
BapuUaHT OOHAPYXEH M y MaTepH MallMeHTa. YUUThIBasl KJIMHUKO-TabopaTopHoe obcienoBaHue, MallMeHTaM YCTaHOBJIEH TMarHO3
CeMeHON rMITOKa blIMYPUYECKON rMNepKajibliueMuu 1-ro Tuna.

3akaruenue. [laniueHTaM C BIiepBbie BbISIBJIEHHON rMIiepKaibliueMueil Ha (hoHe yMEPEHHOTrO MOBbIIIEHU S TAapaTTOPMOHAa MPU
YCJIOBUMY COXPaHHOM (UJIBTPAILIMOHHON (DyHKIIMU IMOYEK HEOOXOAUMO 00s13aTeIbHOE UCCIelOBaHWE COOTHOIIEHU ST KJIUpeHca
KaJbllMsi/KpeaTuHWHA, TIaTebHbI cOOp ceMeliHOro aHaMmHe3a. [eHeTuueckasi BepuduKalus CEMEHOU ruMmoKaablnypruuecKoit
runepkajiblMeMnu 1-To TUIA BKJIIoYaeT B cedst uccienoBanue reHa CASR, a mpu OTCYTCTBUU B HEM MYTallMil — JOMOTHUTEIbHBII
aHanu3 GNAII v AP2S1. Ml NpoJeMOHCTPUPOBAJIM ABA KIMHUYECKUX Cllydyasi MAaTepU U ChIHA C CEMEHHON TMITOKaJIblInypPUYECKOM
runepKajbliueMueii 1-ro Tuna u ocBeTUJIM npoodiemy nuddepeHnalbHO-IMAarHOCTUYECKOr O MOUCKa TuiepnapaTupeosa u Bbi0o-
pa najbHeleit TAKTUKU. YUYUTBhIBasl, 4YTO 3a00JieBaHUE MTPU OTHOM U TOM Xe MYTalluM MOXET UMETh Pa3HOE TeUeHHUE, B TOM YUCJIe
C pPa3BUTHUEM HEOHATAJIbHOIO TSIXKEJIOTO TUIeprnapaTupeos3a, CEMbsIM MAallMEHTOB TPeOyeTCsl FeHETUYeCKOEe KOHCYJIbTUPOBAHME 115
MJIAaHUPOBAHUSI OEPEMEHHOCTH U MPEAYTIPEXIEHUS TAXKEIbIX COCTOSIHUI Y HOBOPOXKIEHHBIX.

KaioueBsie cioBa: cemeiiHasi TUMIOKaJbliMypuueckas runepkaibiiuemus 1-ro tuna, CASR, Kaabliuii-4yBCTBUTEIbHbBIU pELIETITOD,
LIMHAKaJbIET
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Abstract

Background. The article presents two clinical cases of familial hypocalciuric hypercalcemia type 1 among members of the same family.
The diagnosis was initially made to the mother at the age of 46, and later to her son. In the mother, hypercalcemia against the background
of a moderate increase in parathyroid hormone was first recorded at the age of 43, the condition was regarded as primary hyperparathy-
roidism. The patient underwent surgical treatment twice for parathyroid tumors, which were not successful. She also received conservative
therapy with zoledronic acid and cinacalcet, which was not sufficiently effective. The patient was examined at the age of 16 years due
to complaints of lower back pain; during the examination, hypercalcemia was revealed against the background of a moderate increase
in parathyroid hormone. Having read the burdened hereditary history, a molecular genetic study was carried out, according to the results
of which a heterozygous pathogenic variant ¢.554G>A (p.Argl85GIn) was identified in the CASR gene; a similar variant was identified in the
patient’s mother. Based on clinical and laboratory examination, patients were diagnosed with familial hypocalciuric hypercalcemia type 1.
Conclusion. In patients with newly diagnosed hypercalcemia against the background of a moderate increase in parathyroid hormone,
provided that the filtration function of the kidneys is preserved, a mandatory study of the calcium/creatinine clearance ratio and a care-
ful collection of family history are necessary. Genetic verification of familial hypocalciuric hypercalcemia includes a study of the CASR
gene, and if there are no mutations in it, an additional analysis of GNA 11 and AP2S1. We demonstrated two clinical cases of a mother and
son with familial hypocalciuric hypercalcemia type 1 and highlighted the problem of differential diagnostic search for hyperparathy-
roidism and the choice of further tactics. Considering that the disease with the same mutation can have a different course, including the
development of neonatal severe hyperparathyroidism, patients' families require genetic counseling to plan pregnancy and prevent severe
conditions in newborns.
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eMeilHas rMmoKajJblluypu-

yeckasi TUMepKaJbllMEMU I

(CI'T, Familial hypocalciuric

hypercalcemia, FHH; OMIM
145980) — ayTOCOMHO-IOMUHAHTHOE
3abosieBaHUE, OOYCJOBJIEHHOE MaTO-
reHHbIMU BapuaHTamMu B reHe CASR
KaJIbLIMII-4yBCTBUTEIBHOTO peLIeTITOPa
(calcium-sensing receptor, 6esiok CaSR)
MM CBSI3aHHBIX C HUM Oenkax [1].
3abosieBaHUe XapaKTepu3yeTcs MOBbIIIe-
HUEM yPOBHSI KaJbliMsl KPOBU, HOpMaJlb-
HBIM UJIM YMEPEHHO MOBBILIEHHBIM YPOB-
HeM napatupeouaHoro ropmona (I1TT)
U CHUXEHHOW SKCKpELMEen Kaabluus

¢ MOYoOIi [2]. ¥ manueHToOB TaKXe MOXET
HaOJI0AaThCs MOBBIIIEHUE YPOBHS Mar-
Hus [3]. B GonbuinHCTBe ciiyyaeB 3a0osie-
BaHME MPOTEKAET OECCUMITTOMHO, OJJHAKO
Y HEKOTOPBIX MAIMEHTOB C BhIPaXXeHHOM
rUnepKajibliueMueil MOryT HaOI0AaThCs
Hecneludpuyeckre CAMITOMBI, TAKME KakK
YTOMJISIEMOCTb, TUCTETCU S, MbILIIEYHAsI
TUTMIOTOHU S, TAKXEe MOXET pa3BUBATh-
cst HeppoauTuas [4]. OnucaHbl ciyyau
pa3BuTtug naHkpeaturta npu CI'T [5-7],
a TakXe XOHJPOKaIbIIMHO3a U XeTueKa-
MEHHOIi 00JIe3HU.

B 3aBUCHMOCTH OT FeHETUUYECKOTO BapHu-
aHTa BbIIACSIIOT TPY THTIA 32a00J1€BaH U S:
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CI'T 1-ro tuna (OMIM 145980)
00ycCJIOBJIeHA T€TePO3UTOTHBIMU MHAK-
TUBUPYIOIIMMU BapuaHTaMU B reHe
CASR (3921.1), kogupyrouem Kaab-
LIMIA-4YBCTBUTEJbHBIN peuentop [8].
PacnpoctpanenHocts CI'T 1-ro Tumna
Bapbupyet ot 1:78 000 no 74,1:100 000
yesioBek [9-11].

CIT 2-ro Tuna (OMIM 145981) o0y-
CJIOBJIeHA TAaTOTEHHBIMU BapMaHTaMK
B reHe GNAII (19p13), konupyoiiem
all-cyobenununy G-06enka, KoTopas
XapakTepu3yeTcs TeM, YTO Y4aCTBYeT
B Ilepe/iaye CUTHAJIMHTA ¢ KaJbIUii-ayB-
CTBUTEJBHOIO pellernTopa.

111



CIT 3-ro tunma (OMIM 600740)
CBsi3aHa C MAaTOT€HHBIMU BapuaHTaMU
B reHe AP2S1 (19q13.3), kogupyiouiem
0-CyObEeIMHUILY aIallITOPHOTO OEJTKOBOTO
KOMILJIEKCa 2, KOTOPBI UTPAeT KII0YEBYIO
pPOJTb B KJIATPUH-3aBUCUMOM DHIOIINTO3¢E
KaJbIMi-4yBCTBUTEIBHOTO pelernTopa
[8, 11].

ITaTorenHble BapuaHThl B reHax GNAII
u AP2S1 npuBOASIT K HApYILIEHU O TTOCTpe-
LIENITOPHOI Nepenayu curHaia ot CaSR.
ITo maHHBIM TUTEPATYPBI HAMOOJIEE YaCTO
BcTpevaercs CI'T 1-ro Tuna, Ha nosto
KOTOPOI IPUXOIMTCS 0KOJI0 65% ciydaeB
3aboJieBaHUs [8], Apyrue TUIMbI BCTpeya-
torcst pexxe: CI'T 2-ro tuna — B 5-10%, CI'T
3-rotuna — B 20% cnyuaes [8]. UcTuHHas
pacnipoctpaHeHHOCTh CI'T MoxkeT ObITh
BBIIIIE BBUY 4aCTOI'0 6€CCUMITTOMHOTO
xapakTepa 3a00eBaHUs.

PaccMaTpuBaloT Takke ayTOMMMYHHYIO
MIPUPOAY THTIOKAJI LMY PUYECKOM THITIeP-
KaJbIIMEMUU BCIEICTBUE 0Opa30BaHUST
onokupyrouux aHtu-CaSR-ayroanturen
C pa3BUTHUEM ayTOUMMYHHOT'O JTUMGO-
LIMTapHOIO NTapaTUPEOUTUTA, YTO MOXKET
HaOJIONAThCsS Y MALMEHTOB C YK€ UMEI0-
IIUMUCS APYTUMU 8y TOUMMYHHBIMY 3260-
JIEBAHUSIMU ¥ MOKET OOBSICHSITh IPUUUHY
CIT npu OTCYTCTBUU €ro reHeTUYeCKOM
Bepudukauuu [11-13]. B psage ciyyaes
npuuyuHa CI'T octaeTcst HEBbISICHEHHO
[14].

CreneHb BbIPaXXeHHOCTH THITePKaJlb-
uuemuu npu CTT, kak mpaBuo, jerkas
WV yMepeHHasi, OTHAKO ONMUCAaHBI CJIY-
yau BbIpaXXeHHOU TUIepKaJblIMeM U
(uto 60omee xapaktepHo ajisg CI'T 3-ro
THIIa), COMPOBOXAAMOIIEHCS Kaaccuue-
CKUMU CUMIITOMaMU TUTIEPKAJIbIIUEM U U,
B TOM YMCJIe Y MJIaZIeHIIEB C pa3BUTHEM
HEOHATaJIbHOTO TSIKEJIOTO TMIeprnapa-
tupeosa (OMIM 239200), oOycioBiaeH-
HOT'O Yallle TOMO3UTOTHBIMU MYTaIlMSIMHU
B reHe CASR, HO B HEKOTOPBIX Cy4dasx
BO3HUKAIOIIEro U IMTPU HAJTUYUM OTHOM
reTepo3uroTHoit Mmytauuu. Ecte coob6-
meHusT 06 00HapyXeHUHU y MallMeHTOB
¢ CI'T aneHoMBbI mapalMTOBUIHOM XeJe-
3b1 [15]. Bo3pacT nuarHoctuku 3abosieBa-
HU S 110 TaHHBIM JIMTePATyPhl BapbUPYET
oT 18 1o 88 et [16], omucaHbI ciydyaun
panHeit nuarHoctuku CI'T y maaneHues
[17, 18].

Kanpnmit-ayBCTBUTENBHBII pELIENTOP
OTHOCUTCSI K CEMECTBY PelelITOPOB,
comnpsikeHHBIX ¢ G-6eJIKOM, U ompe-
neJisieT BHEKJETOYHBI YPOBEHb MOHOB
Kkanblus [19]. Perientop cocTouT U3 Tpex
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CTPYKTYPHBIX JOMEHOB (BHYTPUKJIETOU-
HbII, TPAHCMEMOPAHHbI I, BHEKJIETOU-
HbII) U BKCIIpeccUupyeTcs MpeuMyliie-
CTBEHHO B MapaliuTOBUIHBIX Xejae3ax,
noykax, KMIIEYHUKe U KocTax [20].
Bkcnpeccust CaSR Takxke oTmevaeTcst B
JIETKUX, TKaAHIX CeplAeYHO-COCYIUCTOM
U HEPBHON CUCTEM, OCTPOBKOBBIX KJIET-
Kax MOAXeJyI0YHOM Xee3bl, B KOXe
U kupoBoii TKaHu [20]. YpoBeHb BHe-
KJIETOYHOTO KaJIbLIUSI MOAIEePXKUBACTCS
B Y3KOM (hbU3UOJIOTMYECKOM IMara3oHe:
MpY MOBBILIEHUU €ro KOHIEHTpalluu
MPOUCXOAUT aKTUBALIMS pelENnTopa, YTO
MPUBOAUT K cHUKeHu1o cekpeuuu [1TT,
U, HA00OPOT, MPU CHUKEHUU collepxka-
HU S KaJbLIMS PEeLeNTOP MHAKTUBUPYETCS
u ypoBeHb [1TI moBeiiaeTcs.

ITpu CI'T 4yBCTBUTENBHOCTD PELIETITOPA
K YPOBHIO KaJIbLIMSI CHUXXAETCS, 1151 €ro
aKkTHUBallMU HeoOXoauMa 0oJiee BbICOKast
KOHLEHTpalus Kaiablus. Takum o6pazom,
U3MEHEHME Mopora YyBCTBUTEIbHOCTHU
pelenTopa MPpUBOAUT K TUITEPKaIbIIU-
eMUU U yMepeHHOMY moBbiiieHuto [T
[21]. ITpu CI'T B noukax yBeJuyuBaeTCs
peabcopOLMs KaJblUsl, YTO MPUBOAUT
K CHUKEHM IO €ro 3KCKpeluu ¢ MOYoii,
TO €CTh rUNoKanbuuypuu [21].

s nubdepeHMalbHON TMATHOCTU -
ku Mexay CI'T u mepBUYHBIM TUTIepTIa-
patupeos3om (IIT'TIT) npoBoauTcs pac-
YeT COOTHOILEHU S TOYEYHOTO KJIMpeHca
KaJIbLM s K KJIMPEHCY KpeaTUHUHA: B CIIy-
yae CI'T 2T0 cOOTHOIlIIEHUE COCTaBISIET
meHee 0,01, B To BpeMs kak ripu TTTTIT —
6oxee 0,02 [22]. [Tpumepro y 20% naru-
eHToB ¢ CI'T mHIeKC MOXET COCTaBSITh
> 0,01, yTo HEpeaKO MPUBOIUT K OIIMOOY-
HOI MHTEpHpeTalluy pe3yJibTaTOB aHa-
JIU30B U, KaK CJIeICTBUE, HETIPABUJIbHOI
NIMAarHOCTUKE MTPUYUHBI TUMEPKAJbII M-
emuu [2, 8]. B To e Bpems TiiaTeJbHas
nuddepeHunanbHas nuarioctuka CI'T
u IIT'TIT nMeeT KpUTUUECKOE 3HAUYEHUE
N5l oMpe/ieSieHU sl IPOrHO3a U MpenoT-
BpallleH U1, KaK MPaBUJI0, HEHYXHbIX TTpU
CIT xupypruueckux BMeaTeJbCTB.

B 6onbmumHcTBe cnyuyaeB CI'T umeer
MSITKOE TeUYeHUEe U MOXKET He TpeOoBaTh
Ha3zHayeHUs crieuupuIecKoi Tepanuu.
OnHako y HeKoTopbix nauueHToB ¢ CI'T
C 1IeJIbI0 KYMUMPOBAHU S TMIIepKaJIbllM-
eMUU TpU CUMIITOMHOM popme 3a00-
JieBaHUS MOXET ObITh MCITOJIb30BaH
KaJbUUMMUMETUK LIMHAKaNbLET [23],
MpeacTaBasSOIMi COO0M allocTepu-
yeckuit mopynsitop CaSR, cioco6¢TBy-
IO MOBBIIIEHU IO YyBCTBUTEIbHOCTHU

pelenTopa K ypoOBHIO KaJlbllUs U, KaK
ciaenctsue, cHuxxeHuto yposHs [T [4].
KanpuumMumMeTUKH MOTYT A€iCTBOBATh
Kak papmMakosoruyeckue marnepoHbl s
U3MEHEeHHbIX MHaKTuBUpYlomux CaSR:
OHM YJIy4YIIaT X GyHKIIUIO, CIOCOO-
CTBYS YJYUIIEHUIO UX KOHDOpMaLIuK1
W akTUBHOCTH [23].

B onucanHbix cepusix namueHTsl ¢ CI'T
XOPOILIO OTBEYaJIM Ha JIeYeHUe, 4acToTa
no6oYHbIX 9 HEKTOB OblIa MUHKUMAJIbHA
u conoctaBuMa ¢ naueHTamu ¢ ITTTIT.
J17151 KOppeK LMY TUTIepKaJblIUEMUU MOTYT
TaK>Ke MCMOJIb30BaThCS AaHTUPE30POTUB-
HbI€ aHTUOCTEONMOPOTUYECKHUE MPEerapaThl.
ToTtanbHast napaTUPEOUTIKTOMU ST MOXET
paccMaTpuBaTbCs KaK BapUaHT JICUeHU S,
ecJIM y alMeHTa HaOII0dal0TCs TSIXKeIble
MNposiBJeHU s 3a00eBaHusl, HATTPUMED,
peUUIMBUPYIOUIM I MAHKPEATUT, BbI3BaH-
HBI runepkaiabuemueit [24]. OnHako
pe3yJibTaThl TAKOTO JIEYEHU ST MOTYT OBbITh
HEOAHO3HAUYHbIMU, HEOOXONMMA TIlla-
TeJibHasl OllEHKAa KaXJ0TO0 KOHKPETHOIO
cliyyasi.

B Haeii ctaThe npeacTaBiaeHO ONMU-
caHue cembu ¢ CI'T 1-ro Tuna. Y apoux
MalMeHTOB (C(KEHIIMHBI U €€ CbIHa) 3200-
JieBaHUEe BepUDUILIUPOBAHO IO pe3yib-
TaTaM MOJIEKYJISIPHO-T€HETUYECKOTO
HCCJIeIOBaHU S, OCTaIbHbIE YJIEHbI CEMbU
K MOMEHTY HaIllMCaHU S CTaTbhU He obciie-
JIOBaHHBI.

IManuenTtka A., 46 neT, mocTynuiaa
B OT/eJIEHWE MaTOJIOT M1 OKOJIOIIUTOBMI-
HBIX XeJie3 U HapyIIeHU i MUHepaJbHOTO
oomena T'HL ®T'BY «<HM UL sHp0KpH-
HoJiornM M. akagemuka M. M. lenoBa»
Mumnsapasa Poccuu B peBpane 2024 rona
¢ )Xajao06aMu Ha IePUOIMIYECKUE CYI0PO-
T'M B UKPOHOXHBIX MBILIIIAaX, TOBBIIIECH-
HYIO MOTJMBOCTD, IEPUOANYECKYIO0 OO
B MOSICHUIIE, OOIIYIO C1a00CTh, MOBBI-
LIEeHKe MaccChl TeJla Ha 8 KT 3a 8 MecsILIeB.

W3 anaMHe3a M3BECTHO, UTO BIIEPBBIC
runepkajbliueMus BoisiBjeHa B 2021
rony (B Bo3pacTte 43 jeT) npu oo¢caeno-
BaHUU MOCJE MepeHeCeHHON NHDEK UK
COVID-19 (TouyHbIe 3HAYEHU ST Kab-
1M HeudBecTHHI). [Ipu obcienoBaHum
yepes | roa 3adpuKCMpoBaHO MOBbILIE-
HUe YypOBHEI 001Iero KajJbIUs KPOBKU
no 3,01 mmonws/nu IITIT no 150,5 nr/ma
(puc. 1). [IpyHUMas BO BHUMaHKE TUTIEep-
KajnblueMuio Ha poHe Boicokoro T1TT,
cocTosiHue ObI10 pacueHeHo Kak [TT'TIT
¢ abCOTIOTHBIMY TTOKa3aHUSIMU K XUPYP-
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rudeckomy JieueHu1o. [1o maHHBIM yIbTpa-
3ByKOBOro ucciaenoBanus (¥Y3M1) B npo-
K1Y OKOJOIUTOBUAHBIX Xene3 (O K)
o0beMHbIe 00pa3oBaHUs yOEIUTEIbHO
He Bu3yajuzupoaauchk. [1o pesynbraTam
cuuMHTUTrpaduu ¢ oAHOGOTOHHOM IMUC-
CUOHHOI KOMITBIOTEPHOI ToOMOrpadueit
1 KoMITbIoTepHOI ToMorpaduu (ODPIKT-
KT) B suBape 2023 roga oTMevyaauch
MpuU3HaK1 0Opa30BaHUs IPpaBOl BEpX-
Heit OIIZK. B mapte 2023 roga o mecty
JKUTEJIbCTBA MPOBEACHO ynajaeHue oopa-
30BaHUI B IPOEKIIMY MTPpaBbIX BEpXHEM
u HuxHeit OLLL2K. Yposensb I1TT 1o one-
paruu coctaBisa 178 ir/mu (15-65),
yepe3 15 MUHYT MocJjie 0TMEYaloCh CHU-
sxxenue [TTT no 65 nr/ma (15-65). OnHako
YK€ Ha BTOpbIe CYyTKM IOCJIe onepaiuu
ypoBeHb [1TI" BHOBB moBbIcHICS 10 91
nr/mia (15-65), coxpaHsimach TUNEp-
KaJblueMus 10 2,7 MMOJIb/J1 1O 00111e-
My Kaabuuio (2,15-2,55) u 1,27 mmonb/n
Mo KajblMo noHu3upoBaHHomy (0,9-
1,2). I1o pe3yJsibTaTy TUCTOJOTMYECKOTO
3akaoveHuss TkaHu OLZK o6HapykeHO
He ObLJ10 (rmocieornepalMOHHbI I MaTepu-
aJ COOTBETCTBOBAJ TKAaHU IIMTOBUIHOM
KeJe3bl U TUMYCY).

B mae 2023 roga moBTOpHO MTPOBOIU-
much Y3U u ciimaTurpadust c ODIKT-
KT OIIZK, HO yOenuTeIbHbIX TOMTUYECKUX
JIAaHHBIX TTOJy4YeHo He ObL1o. [Tpu 1abopa-
TOPHOM KOHTPOJIe TTOMUMO TOBBIIIIEHHOTO
IITT no 10,4 nmosnb/n (1,45-9,41) u runep-
Kaaplemuu ao 3,04 mmonn/n (2,15-2,55)
BIIEpBBIC OBIJI BBISIBJIEH HU3KOHOPMAaJlb-
HBII YPOBEHB KaJbIIMs B CyTOYHOM MOUe —
2,94 mmonasb/cyT. [1o moBony nedbunu-
Ta BuTaMuHa D (18 Hr/mMJ1) Ha3Havyajzach
Tepanus Kojekaabludepoaom. Torga
>Xe OblJIO MpOoBedeHO obcliefoBaHUE
Ha MpeaMeT OCJIOKHEHU I rumeprnapaT-
peo3a. [To 1aHHBIM PEHTT€HOBCKOI IeH-
CUTOMETPUHU MOSICHUYHOTO OT/Ie]1a O3B0~
HOYHMKA U OeIPEHHON KOCTH CHUXECHU ST
MUHEPaJIbHOM MJIOTHOCTH KOCTHOM TKaHU
He BbIsABJIeHO (Z-kpuTtepuii B L1-L4 -1,6
SD, B 6eape -0,9 SD). 1o 3akin0ueHU O
VY3 noyek BU3yaJqu3MpoBaH MUKPOJIUT
ciaeBa guameTpoM 4 MM. ITo JaHHBIM 330-
¢aroracTpoayoseHOCKONMUY OTMeuaaach
KapTUHa MOBEPXHOCTHOTO racTpoayoe-
HUTA.

HecMmoTps Ha oTCyTCTBUE 3HAYUMOM
KOCTHOM MaTOJIOTUU IJIsI KOPPEKIIUU
runepkaibiemun 31.05.2023 rona nau-
eHTKe OblJla MpoBeaeHa BHYTPUBEHHA s
MHObY3US 30JeAPOHOBOM KHUCIOTHI (4 MT).
TTocne nHdy3UU coXpaHsJIUCh BBICOKHUE

ypoBHU ITTT — 116 rir/mut (15-65) v Kanb-
1us obuiero Kposu — 2,88 MMosib/ (2,15-
2,55).

B utone 2023 rona maiMeHTKe 10MOI-
HuTeabHO nposeneHa IIDT-KT ¢ HC-xo-
JIMHOM, TI0 pe3yJibTaTaM KOTOPOIi BBISIB-
JIEHO XMpocoaepxkallee oopa3oBaHue
B IMapaTpaxeaibHOM KJieTYaTKe Ha TpaHMIIe
IIeW ¥ CPEIOCTEHU S ClIeBa C He3HAUYMTE I b-
HO TTOBBIIIIEHHOI MeTab0TNYeCKOM aKTHB-
HOCTBIO. YUMTHIBASI MOTYYSHHbIE TaHHBIE,
10 MECTY KU TETbCTBA ITPOBeicHa TOBTOP-
Has mapaTupeou1dKToMust. OmHaKo 3Ha-
YUMOM TUHAMUKM ITOKa3aTeseil mocie
omnepaluu He HabI0Aal0Ch: YPOBEHb
IITT no onepanuu coctapsia 126 nir/mi
(15-65), kanpluii 061Ut KpoBU — 2,9
MMOJb/1 (2,15-2,55), B aMHaMUKe Yepe3
15 MUHYT MocJie BMelaTe/bCTBa OTMeya-
nock cHuxkenue ITTT o 81 mr/mi (15-65),
KaJbLWi o0muii KpoBu — 3,07 MMOJIb/JT
(2,15-2,55). o pe3yabratam Mopdosioru-
YeCKOro MCClieIoBaHMsI — TKaHb TUMYca.

Y4yuteiBasi COXpaHSIOIIYIOCS BbIpa-
xkeHHyl1o [1TI-3aBucuMyto runepkKaib-
nueMuio, ¢ aBrycra 2023 roma OblJI UHU-
MM POBAaH IMPUEM IIMHAKaJbIleTa B 103€
30 mr/cytku. Ha doHe Tepanuu oTMmeva-
JIOCh CHU3KEHUE BBIPaXKEHHOCTY TUTIEP-
KaJbIIMEMU U, OJHAKO CIyCTs 4 Mecsia
B stHBape 2024 roga ypoBeHb 001IEro Kajb-
1M1 BHOBb YBEJIUYMJICS 10 2,92 MMOJIb/1
(2,15-2,55). C deBpans 2025 roga nauu-
€HTKa CaMOCTOSITeTbHO OTMEHMJIA [TUHA-
KaJbleT, Ha (h)OHE Yero ypoBeHb O0LIEro
KaJIbIIMST COCTaBHJI 2,8 MMOJIb/JI.

B cenTsa6pe 2023 rona B xoze TeaemMe-
IUIMHCKOM KoHcyabTanuu B THI[ PD
OI'bY «HMMUII sHIOKpUMHOIOTUY UMEHU
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akagemuka U. M. lenoBa» MuH3apasa
Poccuy Ha ocHOBaHMYM KJIMHUKO-71a00-
paTOPHBIX AaHAMHECTUYECKUX JaHHBIX
3anono3peHa CI'T, pekoMeH10BaHO 1000-
cJieoBaHMe MAIlMEHTKN M KPOBHBIX POJI-
CTBEHHUKOB.

B deBpane 2024 roga nanreHTKa Obliia
rocnutanusupoBana B THI PO ®T'BY
«HMMWLI sHIOKPUHOJOT UM UMEHU aKa-
nemuka U. . lenoBa» MuH3apaBa
Poccuu. Ilo naHHbBIM 1a60paTOPHBIX
aHaJIM30B COXPaHsIIAaCh TUITePKaIbIM-
eMUs — KaJIbIIMid, CKOPPEKTHUPOBAHHBIIA
mo ansoymMuHny, — 2,7 mmoub/n (2,15-
2,55), MOHU3UPOBAHHBIN KalbUUN —
1,3 mmoinb/a (1,03-1,29) Ha hoHe ymepeH-
Horo noseiteHus [T o 89,2 nir/mu (15-
65), HopmodochaTemun — 0,93 MMOJIb/IT
(0,74-1,52), runokaabluypuu — no 2,24
MMOJIb/CyTKH (2,5-8), COOTHOIIEHUE KITU-
peHca KaJblus/KpeaTHHUHA COCTaBUJIO
0,005. ®unbrpanoHHast GyHKIIMS oYK
OblJ1a COXPAaHHOI: CKOPOCTb KJ1yOOUYKOBOM
dunprpauuu no CKD-EPI paBHsnace
108 mia/mMun/1,73 m2. Tunamuka IITT
1 o0LIero KaJblMs KPOBU BO BpeMs
JIeUeHUsI MallMeHTKU A. MpencTaBieHa
Ha puc. 1.

CTOUT OTMETHUTh, YTO aHAJTU3BI Olle-
HUBAJIUCh CITYCTSI 8§ MeCSIeB MOcCJe
UHOPY3UU 30JI€IPOHOBOM KUCIOTHI
Y Ha Tepanuu LMHaKaJbleToM B 1o3e 30
MT/cyTKH. [TallmeHTKe MpoBeneH CKpH-
HUHT OCJIOXKHEHU I TUIepIiapaTupeo3sa:
MaHHBIX 32 CHUXKEHUEe MUHepaIbHOMI
TUIOTHOCTHU KOCTHOM TKaHM I10 pe3yJibTa-
TaM PEHTTeHASHCUTOMETPUU MOSICHUY -
HOTO OT/ieJia MO3BOHOYHUKA, OeIpeHHOI
U JIy4eBOM KOocTell He nmojiyueHo, npu Y31
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Puc. 1. AuHamuka MTI 1 061ero KaAbLUsA KPOBU BO BpeMA A€YEHUA NaLUeHTKH A.
[npeaocTaBAeHO aBTOpamu] / PTH and total calcium concentrations during
treatment of Patient A. [provided by the authors]
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IITT - 15.3 mvome/n (2,32-9,23)
Kamsinil, croppesTHpORaHHENT

O

[

H2 amOyuEE - 3,41 auomEin
Kamsunit & cyrourof mowe - 1,11 :ovoms/cyTes
(2.5-7.05)

—O

46 net 38 Zer
- J: 2-97;
| CasR (p.Arg185Gln) o~ INOB/A(2.32.938)
ANBITHA, CKOPPERTHPOBANERTH
Ha ans0vuma — 2,96 MMoTE T O
16 ner 15 ner 12 net

CaSR (p.Arg185GIn)

IIIT - 8,89 muoms/a

Kansmuit obmmii 3.0 som/1

Kansumit cEOppeKTHPOEINHELT
Ha amOynms - 3,11 avom/a

Puc. 2. CemeiHbIV aHaMHe3 NaLMeHTOB [NpeaocTaBAeHO aBTopamu] / Family history

of patients [provided by the authors]

onpeaesiacsa MUKPOJIUT MPaBOi MOYKU
0e3 oTpULATEIbHON TMHAMUKY Pa3MEPOB.
OTSAroueHHbI HacAeACTBEHHbI aHaAM-
He3:y OTla MallMeHTKH A., €€ CbIHa, PO~
HOro OpaTa U ero 104epu, NpuXoauBIIEH-
¢Sl TUIEeMSIHHMILIe I Hallleil manueHTke A.,
BBISIBJIEHO COYETAHUE YMEPEHHOTO MOBbI-
weHus [ITT, runepkanbuueMuu 6oJee
3 MMOJIb/J1 ¥ TUTIOKAJIbLIMYPUHU (pUC. 2),
y BTOPOI'o pebeHKa Opata MalueHTKU A.
TaK>Xe BbISIBJI€HA TUTIEPKAJTbIIUEMU S
(00Nt KaIbIIUi — 3 MMOJIB/JT), YTO
MO3BOJIUJIO KJIMHUYECKU MOCTABUTH
nuarHo3 CI'T, nnsg Bepudukaumm KoTo-
poro naiMeHTKa Obljia HanpaBjeHa Ha re-
HeTUYecKoe uccienoBaHue. B cBsa3u
CO 3HAYMMOM runepkaabliMeMueit Tepa-
MUl [IMHAKaJIbIEeTOM B 103¢e 30 Mr/cyTK1
ob1a mponoixeHa. C ¢peBpans 2025 rona
Tepanus OblJla OTMEHEHA B CBSI3U C TOJIO-
KUTEJNbHBIM 3¢ deKTOM, Ha 93TOM (hOHE
COXPaHSIeTCsI HOPMOKAJIbLIUEMU S,

IMauyeHT A., 16 €T, MOCTYITWI B I€T-
CKO€ OTJeJIeHUE OMyXoaeil SJHIOKPUH-
Hoit cuctembl THL ®TI'BY «HMUILL
SHIOKpUHOJOTMN» MuH3npasa Poccun
B eBpaie 2024 roaa ¢ xxanobamu Ha 60J1b
B MTOSICHUYHOM OT/eJie TTO3BOHOYHUKA
Y TTOBBIIIIEHH Y0 MTOTIUBOCTL. [ToBOIOM
IUJISl TOCTIMTAaU3alMU B CIIELIMAJIU3UPO-
BaHHBIN CTAIlMOHAP CTaJ OTSTOIICHHBIIA
HacCJIeNCTBEHHBI aHaMHe3 110 MaTePUH-
CKOM TMHUM (KIMHUYECKUI ciydait Ne 1)
U NaHHbIe 00CJIeTOBaHUS MO MECTY
xutenbcTBa. [Ipu coope aHaMHe3a XKU3HU
BBISICHUJIOCH, YTO TUIEePKaJIbIIMeMUs (10
3,1 MMOJIb/JT TIO yPOBHIO OOIIETO KaJIbIIKs)
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ornpeensiiach B TeUeHUE MOCIETHUX TPEX
JIET, OJIHAKO JaJibHel e oocaenoBaHue
U JIeYeHHe He MTPOBOIUIIUCE.

B craunoHape ypoBeHb albOyMUH-
CKOPPEKTUPOBAHHOTO KaJbIIMsI COCTaBUII
3,08 mmoutn/it (2,15-2,55). Takke omnpe-
nensinoch ymepeHHoe nosbieHue [TT
1o 81,79 nir/ma (15-65), runnodocdate-
must — 0,73 mmous/a (0,95-1,62), runo-
kaabuuypus — 0,91 mmonn/cyT (2,5-8),
MPU 3TOM COOTHOULIEHUE KJIUPEHCa KaJlb-
uusi/kpearuHuHa on10 0,003. TTo pesynb-
tataM Y3U CTpYKTYpPHBIX U3MEHEHU I
B OILLK He BoIsiBieHO. [TanimeHTy npo-
BeleHa PEHTTeHOBCKAas JEHCUTOMETPU ST
«Totalbody» (aHa 113 KOMITO3UILIMOHHOTO
cocTaBa BCero Tesa) v MOosSICHUYHOTO OT/e-
Jla TO3BOHOYHUMKA: MUHEpaJbHasl MJI0T-
HOCTb KOCTHOI TKaHU COOTBETCTBOBAJA
Bo3pacTHoU HopMme. [To nanHbIM Y3U
MTOYeK BBISIBIIEHBI TG OY3HbIE NU3MEHEHU I
Y MUKPOJIMTHA3 MOYEK C IBYX CTOPOH. JList
Bepudukauuu CI'T npoBeneHo Moseky-
JISPHO-TEHEeTUYECKOE UCCIeTOBaHUE, MO
pe3yabratam KoToporo B reHe CASR BbIsSIB-
JIEH TeTepPO3UTOTHBI MMaTOT€HHBII Bapu-
aHT ¢.554G>A (p.Argl85GIn). YuutsiBas
YAOBJIETBOPUTEIbHOE COCTOSIHUE MallU-
eHTa, ObIJIO MPUHSTO pelIeHUe BO3AEP-
JKAThCsl OT Ha3HAYEHM S LIMHAKaJbleTa.
PexomeH10BaH ATMHAMUYECKU I KOHTPOIb
C OLIEHKOI COMaTHUYECKOro cTaTyca 1 j1abo-
PaTOPHO-UHCTPYMEHTaJIbHBIX ITapaMe-
TPOB.

Marepu nanueHTta (KIUHUYECKU I
ciyuait Ne 1) mpoBeieH ITOMCK U3BECTHO-
ro BapuaHTa, MOATBEPAUBIINI MyTaIUIO
¢.554G>A (p.Argl85GIn) B rene CASR.
PoncTBeHHUKaM NallMEeHTOB, Y KOTOPBIX

JIMATHOCTUPOBAHA TMIEPKAJbLUEMUS,
ObLJIO MPEITIOKEHO MPOUTU FeHETUYECKU I
aHaJIM3, HO OHU OTKAa3aJIUCh OT NIpOBeLe-
HUS UCCIIEIOBAHU .

Bnepsoie CI'T 6bi1a onucana B 1972
rony B padote P. Thomas u coasT. [25].
[TepBoHauanbHO 3a00JIeBaHKE TUATHOCTHU-
pOBaHO y 7-IETHEro MaJjibuMKa ¢ xxajoba-
MU Ha FOJIOBHYIO 00JIb, MO pe3yJibTaTaM
uccaenoBaHu s Obljia BbIsIBJEHA Jierkast
rurepkajabliiiemMus. B nanpHeiiiiem enie
Yy OIMHHAAATH YJIEHOB CEMbU U3 YEThIPEX
TMOKOJIEH Ui BbISIBJIEHA JIerKasi TUMepKab-
ueMus Ha ¢hoHe HOPMaJILHOTO YPOBHS
ITT.

Knunuueckue npospienust CI'T moryT
ObITh HecIeUGDUYHBIMU (YTOMJISIEMOCT,
MUCTENCYsI, MbIIIIeYHast TUITOTOHM ),
B CBSI3U C YEM JIMarHO3 MOXET ObITh yCTa-
HOBJIEH YK€ B 3pejioM Bo3pacTte. Tak,
HanpuMep, B KOTOPTHOM UCCJIeIOBAHUU
C. Mouly u coaBrt., BKJItouyaBiiem 77 rmauu-
eHToB ¢ CI'T 1-ro Tuna, menuaHa Bo3pacra
MOCTAaHOBKM IMarHo3a cocTaBuia 53 roaa
[26], y 10% maiineHTOB AMarHo3 ObI ycTa-
HOBJIEH OJ1arogapsi CEeMelHOMY CKPUHUH-
Iy, YTO 0Ka3aJ0Ch BeChbMa BaXKHbIM U JJIsI
Halllero naKeHTa-noapocTka, KOTOpbl i
ObIJ1 00C/IEIOBAH 10 CJIyYalo MOJ03PEHU S
Ha nuarHo3 CI'T y matepu.

Tlo ntaHHBIM MHCTPYMEHTAJIbHOTO
HCCIIeIOBAaHU S, Y HEKOTOPBIX MAllMeHTOB
¢ CI'T MoryT HabJitonaThCs UBMEHEHU ST
B OLLL X [26]. OmHako HEOOXOAUMO OTME-
TUTh, YTO HaJM4YME BU3YaTU3UPYEMBIX
oOpazoBaHuii B mpoekiuu OLLLK y manu-
eHToB ¢ CI'T He saBJIsIeTCs MOBOAOM JIJIsT
MJIaHUPOBAHU ST XUPYPrUUECKOro BMela-
TeabcTBa, Kotopoe npu CI'T He mpuBenet
K U3JIEYeHU 10, KaK 3TO ObLJIO MPOJIEMOH-
CTPUMPOBAHO Ha IIpUMepe MalMeHTKN 1.

B oteuecTBeHHOI IuTEpaType UMe-
eTCsl ONMCcaHue KJIMHUYECKOro ciayyvast
nauueHTku ¢ CI'T 1-ro Tumna c BapuaH-
TOoM ¢.554G>A B 3k30He 4 reHa CASR
(OMHOHYKJEOTHUAHAS 3aMeHa HYKJIEO-
TunoB G>A B xpoMocome 3 B TO3UILIUU
121980436), kak 1 y HAIIMX ITAllMEHTOB,
Yy KOTOpO# Mpu 00CIeOBAaHUU OTMeYa-
JIUCh BbIpakeHHasi TUIIepKaJIbIIMeM M st
C MOJOXUTETbHOW TUHAMUKON B BUE
CHUXEHMUS aTbOYMUH-CKOPPEKTUPO-
BAHHOTO KaJibllMs HAa (pOHE Tepanmuu
LHUHaKagbleToM [4]. Bo3aMoXHO, 1aHHas
MyTalus COMPOBOXAaeTCcs 0ojiee 3Ha-
YUMBIM ITOBBIIIIEHWEM YPOBH ST KaJIbIH s
kposu nipu CI'T 1-ro Tumna u TpedyeT pac-
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CMOTPEHM S BOIMpoca 0 ero MeArMKaMeH-
TO3HOU KOPPEKIIUU.

B oTKpbITOIl MexXa1yHapOaHOI 6a3e
MIAaHHBIX MAaTOT€HHbIX BADMAHTOB B Te€HE
CASR naToreHHbIil BApUaHT, OOHApyKEeH-
HbIIi y HAIIMX MallMeHTOB, BCTpevyaeTcs
B 24 nyoaukanusax (B TOM 4Uciie B yKa-
3aHHOM BBIIIE POCCUMCKON MyOJIUKALIMHN).
DTOT BapuaHT B FeTE€PO3UTOTHOM IOJIO-
KEHUU BCTpeyaeTcsl KaK y MallMeHTOB
¢ CIT (12 nyonukanuii), Tak U ¢ HEOHa-
TaJbHBIM TSIKEJIBIM TUTIEPIIapaTUPEO30M
(12 ny6nukanuii). B cratesx, rae obliaa
ykasaHa tepanusi, B9 u3 10 ciyyaes jeve-
HUE IMHAKAJIbLIETOM ObIJIO YCTICIIHBIM.
B onHoOM ciiyuae, HeCMOTpsI Ha 3HAUMMbI i
runokajbluueMuyecKuii a(ppekT umHa-
KajblieTa, yepes3 8 JIeT ObLJIO MPUHSTO
pellleHUue O XUPYPTUUYECKOM JICYCHUU.
MmeeTcs MOJOXUTETbHBINM ONBIT TPUME-
HEHMUS LIMHAKaJIbLETa U B cllydasiXx HEOHa-
TaJILHOTO TSIXKEJIOro TuIepnapaTupeosa
y leTeil mepBOro roja XM13HU ¢ JaHHBIM
BapUaHTOM B reT€pO3UTOTHOM IOJIOXKe-
Huu [27]. U3 3TOro MOXXHO clearth aBa
BbIBOJIA:

1) B moJIoOBUMHE cllyyaeB 3Ta MyTallus
laxke B TeTepO3UTOTHOM IMOJIOKEHU U
MOXET IMPUBOAUTb K TSKEJIOMY TEUEHUIO
3a00s1eBaHU S ¢ MaHUpECTalMel Ha TTep-
BOM IO/l XKU3HU;

2) MalMeHTHhl C JTaHHOW MyTalueu
MMEIOT YYyBCTBUTEJBHOCTh K Tepanuu
KaJblIUMUMETUKAMU J1aXe MPU TIKeJ0oM
TUTIEPKAJbIUEMUU. DTO TOMOJHUTEITBHO
MOATBEPXKIAETCS YAOBJIETBOPUTETbHbIM
3¢ dexToM y malMeHTKU 1 1 HaBOAUT
Ha MBICJIb O BO3MOXXHOCTHU MPUMEHEH U 1
NIaHHOU Tepaluu Uy narMeHTa 2.

MHTepecHO, UTO NMpu HacjeAOBaHUU
natoreHHoro BapuaHTa B reHe CASR
OT OTlla UJIM MOSIBJIEHU U BapuaHTa de
novo knuHuveckue nposisaenust CI'T
B HEOHATaJIbHOM TePUOJie MOTYT COOT-
BETCTBOBATbh HEOHATAJIbHOMY TSIKEJIOMY
rumnepriapaTupeosy, B TO BpeMsl Kak Mpu
HacJeI0BaHWM BapraHTa OT MaTepu 3a00-
JIeBaHUE UMEET JIETKOe UJIU OECCUMIITOM-
Hoe TeyeHue [28].

B pa6ote M. Aubert-Mucca u coaBT.
OMUCaH ciayyail maluMeHTa ¢ HeOHaTalb-
HBIM TSKeJbIM I'MIlepriapaTupeo3om,
00yCJIOBJIEHHBIM BapuaHTOM c.554G>A
(p.Argl85GIn) B rene CASR [29]. BniepBbie
KJMHUYECKUE MPOSIBJCHU S ObIJIU BbISIB-
JIEHBI €111e BO BHYTPUYTPOOHOM Tepuojie
U BKJIIOYAJIM YKOPOUEHUEe pedep U KpaHUo-
CUHOCTO3. Y MaTepu MaliMeHTa He ObLIO
TUMepKajablMeMIU, a y OTIA [0 pe3yJbTa-

TaM MOJIEKYJISIPHO-T€HETUYECKOTO Uccie-
JIOBaHWsI BBISIBJIEH MJICHTUYHBIN BapUaHT
BreHe CASR. Y Halllero naiyeHTa 2 1jau-
TeJIbHOE BpeMsl He Ha0J1101aJI0Ch HUKAaKUX
’Kajio0, U TunepKaJbliueMus Obljia BbISIB-
JIeHa cJy4aiiHo, YTO, BEPOSITHO, CBSI3aHO
C HacJiefoBaHMEM NMaTOreHHOTo BapuaHTa
oT Matepu. OnHaKo nalueHTka 1, BeposT-
HO, yHacJieqoBaJjia MaToreHHbli BApUAHT
OT OTILIa, Y KOTOPOT'O €CTh TMMepKaIblh-
eMHUSI, HO TeHETUYECKH 3TO He BepudUIIv-
poBaHo. [1pu 9TOM HeT HUKaKMX TaHHBIX
0 TOM, UTO y TAlIMEHTKHU | B HEOHATAJIb-
HOM Tepuoe ObIJIO0 TSIXKET0E COCTOSIHUE
M BBISIBJISITIACh THTIEpPKaIbIIUEM M.

PacueT cooTHoOHmEeHUSsI KJIUpeEeHCca
KaJbIMsI/KpeaTUHWHA SIBJISIETCS OMHUM
U3 KJI0YEBBIX METOOB NUpdepeHInanb-
Hoit nuarHoctTuku mexay CI'T u TITTIT.
Ero orieHKa — BaXXHBII JUATHOCTUYECKUIA
9Tal, MNOCKOJbKY MOMOTaeT u30exarh, Kak
MpaBuJIo, HEHYXHOU MapaTupPeou19KTO-
muu npu CI'T.

PesynbraThl paboThl J. McAllister
U COABT. MOATBEPXKAAIOT LIGHHOCTb JaHHO-
ro metona uccienoBanus [30]. B padore
S. E. Christensen npu aHaau3e JaHHBIX
nanueHToB ¢ CI'T u IITTIT 3HaueHue
KaJIbLIMi-KPEaTUHUHOBOTO UHEKCa
< 0,0115 yame cooTBeTCTBOBAJIO JUATHO-
3y CI'T [31]. OnHako, yuuThiBas pe3yjb-
TaThl aHaJIU3a, Tlle 3HaUeHHe UHAeKca
< 0,02 oxBatbiBaeT 98% (53/54) mameHTOB
¢ CI'T u Bkaouaet 35% (34/97) nauvieHTOB
¢ [ITTIT, pematoniuM AUarHOCTUYECKUM
METOJO0M B MOJOOHBIX cayydasix OyaeT
MOJIEKYJISIPHO-TE€HETUUYEeCKOe UCCIeq0-
BaHue [31]. ¥ mauueHTku 1 nepBoHa-
YajibHas 1MarHOCTUKA BKJ0Yaaa JIMlb
JlabopaTOpHOE UccieloBaHUE KPOBU, MO
pe3yJibTaTaM KOTOPOTO BbISIBJI€HA TMIIep-
KaJblMeMus Ha (poHe 3HAUMMOTO MOBBI-
weHus I[TT, uto npuBeso K OIIMOO0YHOM
nuardoctuke [MI'TIT. BeposiTHo, mosTan-
HOE uccieJoBaH1e KaJblIMi-KpeaTUHUHO-
BOTrO MHJEKCA C MOCJIEAYIONIMM aHATU30M
reHa CASR no3BoJinio Obl malueHTKe 1
n306exkaTh XUPYPrUUECKUX BMEIIATEIbCTB,
He KYIMUPYOIIUX TUIepKalbllueMuIo,
U UCIOJIb30BaTh JIMIIb KOHCEPBATUBHbIE
METOJIbI TEPATTMU.

B To Xe BpeMsl reHeTUYeCKOe TeCTU-
pOBaHUE UMEET CBOM OTpaHUYEHU S, TaK
Kak npumepHo B 25% cinyuaeB CI'T rep-
MMWHaJbHbIX MyTaluii B reHax B CASR/
GNAI11/AP2S1 onipenenisiTbCs He OyIeT.
Kpome Toro, 1oCTynmHOCTh TeHETUYECKO-
ro aHainusa Ha Tepputopuu P ocraet-
csl TMMUTUPOBAaHHOM. B 0TeuecTBEHHBIX
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U 3apy0exkHbIX pekoMmeH panusx mo I[ITIT
MOIYEPKUBAETCS BaXHOCTb IUHAMUYE-
ckoro MoHuTopuHra. CToiikocTb 1abopa-
TOPHBIX U3MEHEHU 1 B BUJE YMEPEHHOTO
nosbiieHus I1TI, runepkanbuueMun
U TUMOKAJbIIMYPUU B COUETAHUMU C KaJlb-
HUiT-KpeaTUHUHOBBIM UHaeKcoM < 0,01
MPU COXPaHHOU DUIBTPALIMOHHON DYHK-
LIMU MOYEK OyeT KpaliHe MoI03pUTebHA
B oTHomeHuu CI'T. JonoJHUTENbHbBIM
MUHCTPYMEHTOM BBUJY BbICOKOI MeHe-
TPAHTHOCTHU 3a00JIEBAaHU ST OCTAETCS OTSI-
TOUIEHHBIM CEMENHBI1 aHAMHE3, KOTOPbI
HECMOTPS Ha Pe3ybTaThl TEHETUYECKOTO
TECTUPOBAHMU S MTO3BOJIUT BOBPpEMSI yCTa-
HOBUTb JAHHBII 1UAaTHO3.
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