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layed diagnosis of TSHoma can lead to tumour growth and
poor surgical cure rates, whereas medical, surgical or radioabla-
tive treatments in patients with resistance to thyroid hormone
are usually unnecessary and potentially harmful.

Case Report. A 23-years-old women with palpitations, fa-
tigue, insomnia and exophthalmia with elevated serum free T4
and TSH, medicated with methimazole 5mg 3id was sent to
evaluation in endocrinology department. She did not report
headaches or visual problems. Patient’s laboratory tests at ad-
mission: TSH 9.6 uUI/mL (0.4—4.0 pnUI/mL), Free T4 2.1 pg/
dL (0.8—1.9 pg/dL). After stopping anti-thyroid drug presented
TSH 2,9 uUl/mL (0.4—4.0 uwUl/mL), Free T4 3.7 pg/dL
(0.8—1.9 pg/dL), Free T3 11 pg/mL (1.8—4.2 pg/mL); antithy-
roid peroxidase and antithyroglobulin antibodies and thyroid
stimulating immunoglobulin were undetectable; thyroid ultra-
sound revealed small heterogeneous goiter; thyroid technetium
scintigraphy showed diffuse glandular hyperfunctioning; Mag-
netic resonance imaging revealed a microadenoma with 7.5 mm
in the left side of pituitary. Remaining anterior pituitary hor-
mones were within normal ranges. The thyrotropin-releasing
hormone stimulation test was performed and revealed TSH at
0’ 1.7 uUl/mL, 20’ 14 wUI/mL and 60’ 11 uUI/mL, with free
T4 2.3 pg/dL and free T3 5.9 pg/mL, which was consistent with
thyroid hormone resistance syndrome. In this clinical setting
genetic test was performed and revealed mutation in heterozy-
gosity in THRP gene: ¢.1030G>A, p.Gly344Arg. Patient’s
mother was also tested and no mutation was found. Her father
was not available to do the genetic test. No pituitary surgery or
thyroidectomy was performed, nor were prescribed any anti-
thyroid drugs.

Conclusions. In this case, an innapropriate TSH secretion
was identified and the clinical, biochemical and genetic investi-
gations were consistent with resistance to thyroid hormone.
Known that as many as 15% non-ill people may have a small,
nonfunctioning pituitary adenoma, patients with thyroid hor-
mone resistance may have incidentally abnormal imaging find-
ings. The high level of clinical suspicion and the proper labora-
tory, genetic and radiological studies, conduct to a correct diag-
nosis and prevent unnecessary and potential harmful therapies.
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AKTyanabHOCTb. [ToBBIIIEHHE KOHLIEHTPALIMY TUPEOMIHBIX
TOPMOHOB IIPY HOPMaJIbHOM MJIM HOBBILIEHHOM COAEPXAHUK
TTT B KpoBU — HeyacToe SBJIEHUE. DTO MOXET IPOUCXOAUTH
B Pa3IMYHBIX Caydasx, 1uddepeHInalbHbIiA TMarHo3 IMPOBO-
mutcst Mmexny TTI-cekpeTupylonmii ageHoMoi runodusa
(TUPEOTPONIMHOMOI) M PE3UCTEHTHOCTbIO K THUPEOUTHBIM
ropmoHaMm. [locTaHOBKa TOYHOIO AMArHo3a KpailHe BaxHa,
IOTOMY YTO ITO3[HSISI IMAarHOCTUKA TUPEOTPOIIMHOMBI MOXET
MPUBECTH K €€ POCTY U CHUXKEHUIO 3P HEKTUBHOCTH XUPYPIH-
4YeCKOIO JIeYeHUsI, TOrIa KaK MeIMKaMEeHTO3Hasl TepaIius, X1-
pypruveckoe jedeHue WIM JIydeBasl Tepalus y MalueHTOB ¢
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PE3UCTEHTHOCTBIO K TUPEOUIHBIM TOPMOHAM OOBIYHO HE TTPH-
HOCSIT Pe3yJbTaTOB U SIBJSIOTCS TOTEHIMAIbHO BPETHBIMU
MeTOIaMU JIeYCHUS.

Kaunuuecxuii cayuaii. XKeninHa 23 jiet ¢ Taxukapamvei,
YCTaJIOCThIO, OECCOHHULIEH, 9K30(hTaTbMOM, C IMOBBIIIEHHBIM
ypoBHeM cBobogHoro T4 u TTT, monyyaloiasi Tepanuio Me-
THMAa30JIOM B 03¢ 5 MT 3 pasa B JieHb, IOCTYITUIIA ISl 00Ce-
JIOBaHUSI B SHOAOKPUHOJIIOTMYEcKoe oTaeneHrue. OHa He co00-
IIMJIAa O TOJIOBHOM 60N MM Ipyrux mpobiemax. [1pu rocmm-
TaJM3alyy TTOJIyYeHBI CIICAYIONINe TJabopaTOpHBIe TTOKa3aTe-
m: TTT 9,6 MkME/mn (0,4—4,0 McME/mi), cBobonHbIl T4
2,1 v/t (0,8—1,9 nir/mn). [Mocie oTMEHBI aHTUTUPEOUITHBIX
npenaparoB: TTT 2,9 MkME/mn (0,4—4,0 MckME/mi1), cBO-
o6onubiii T4 3,7 nir/nn (0,8—1,9 nir/nn), ceo6oanbiit T3 11 nir/
mi (1,8—4,2 nir/Mi); aHTUTENa K TUPEOUIHON MepoKcuaase,
aHTUTENa K TUPEOorao0yauHy U aHtutena kK peuentopy TTI
oOHapyXeHbI He ObUTH. [10 TaHHBIM YJIBTPa3BYKOBOTO MCCIIE-
MOBAHUS IMUTOBUIHOU XeJe3bl, ObLT BBISIBJIEH HEOOJBIION
TeTepPOTEHHBIN y3eJ; CIIMHTUTpadUs IUTOBUIHON JXeIe3bl C
TexHelMeM Iokasana nauddy3Hoe HaKOIUIEHUE Ipernapara.
IIpu BeimonHeHun MPT rosoBHOro mosra Obljia BbISIBIIEHA
MHMKpOaJeHOMa JIEBOl IIOJIOBUHBI TMIIOMU3a pasMepoM
7,5 mm. OcTajibHBIE TOPMOHBI aIeHOTUITO(13a ObLIU B Ipeae-
Jiax HopMbl. beut mpoBeneH TPI-cTumynupytoiuii TecT: B Ha-
yanbHOU Touke ypoBeHb TTT 1,7 MKkME/Mn, Ha 20-it Muny-
te — 14 MKME/mi, wepe3 1 ¥ — 11 MKME/MJ1, ypoBeHB cBO-
6omHoro T4 2,3 nir/mn u cBo6omHoro T3 5,9 nir/mit, 9To cooT-
BETCTBYET CUHIPOMY PESUCTEHTHOCTU K TUPEOUIHBIM FOPMO-
HaM. Bbpu1o mpoBeneHO reHeTuyecKoe McCieqoBaHUue, MOoKa-
3aBiiee myrtanui B reHe THRf: ¢.1030G>A, p.Gly344Arg.
Marb nanyeHTa Takxke Obljla 00cJieIoBaHa, OMHAKO MYyTalluu
BBISIBJICHO He ObUTO. [IpoBecTH reHeTHYecKoe MCCIIeqoBaHUe
OTILy ObLTO HEBO3MOXHO. [lalimeHTKe He MpOBOIMIIACH OTlepa-
sl Ha TUHo(u3e WM TUPEOUIIKTOMUS. AHTUTUPEONITHbBIE
npenapaTbl Ha3HaUYEHbI HE ObUIU.

BoiBompl. B 1aHHOM KJIIMHMYECKOM cilydyae Oblia BbISIBJICHA
un3obITouHas cekpeuyst TTT. PesynbraThl KIIMHUYECKOTO, OMO-
XMMHUYECKOTO U TeHeTUYECKOTO aHaIM3a IMOKa3aau pe3UCTEHT-
HOCTh K TUPEOUIHBIM ropmMoHaM. M3BecTtHO, 4TO OKOJIO 15%
3IOPOBBIX JTIOJE MOTYT UMETh MaJIeHbKIEe HETOPMOHAITbHOAK-
TUBHBIC oImyxosiu Tunodusa. KIMHUIECKMiA OMBIT, BHICOKUI
YPOBEHb J1aOOPATOPHBIX, TEHETUUYECKUX M PaarOJOrMYeCKUX
HCCIEI0BaHUI BenyT K MPaBWIbHOW TUArHOCTUKE U MPenoT-
BpAIIEHNIO TTOTEHIIMAIBHO BPEIHBIX METOIOB JICUECHMUS.

KJIIOUEBBIE CJI0OBA
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Introduction. The therapeutic management of hypo-
phosphatemic rickets in adulthood aims to reduce bone pain,
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the extent of osteomalacia and improve fracture healing and
surgical recovery, but clinicians need to stay alert as potential
risks can sometimes exceed the benefits of treatment.

Case report. We present the case of a 25 year old male
patient who was admitted in our department for evaluation
presenting severe bone pain. From his medical history we
mention that he was diagnosed with rickets at the age of 3 years
and received treatment with vitamin D and calcium with no
clinical response. A corrective surgery for femur valgus was
performed two years later. Because he received high doses of
vitamin D without improvement of symptoms the suspicion of
vitamin D-resistant rickets was raised at the age of 12 years and
treatment with calcitriol 3 tb/day was started with a decline of
alkaline phosphatase level from 1144 to 509 UI/l. Two years
ago he was diagnosed with renal microlitiasis and left tibial
fracture. At present admission he presented with disarmonic
short stature, H=149.4 cm (—4.14 SD), W=59 kg,
macrocephaly, dental dystrophy and leg bowing. He was under
chronic treatment with active vitamin D analog 2 tb/day.
Laboratory tests revealed low phosphate (P=2 mg/dl), low
25-OH-vitamin D (19 ng/ml) and 1,25-(OH)2-vitamin D
(13.2 pg/ml), normal serum and urinary calcium, normal PTH,
high beta crosslaps. In order to diagnose hypophosphatemic
rickets, serum FGF23 analysis was performed and it was
elevated , but the genetic testing for hypophosphatemic rickets
was not available. Because the patient had severe bone pain, a
tibial fracture and intented to perform a corrective osteotomy
we decided to start medical treatment with elemental
phosphorus for 9—12 months, at least 3—6 months before
surgery with strict monitoring of serum and urinary calcium
and phosphate level, creatinine, alkaline phosphatase and
serum PTH.

Conclusion. The key point of the case is the late diagnosis
of hypophosphatemic rickets and the challenge in treating our
patient in order to minimize the risks of combined treatment
with calcitriol and phosphorus giving the fact that he was
already diagnosed with nephromicrolitiasis.
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BBenenne. TepaneBruueckoe JeueHue rurnodocdareMm-
YeCKOT0 PaxuTa y B3pOCIIbIX HAMMPaBIeHO Ha yMeHbIlIeHre 00-
JIel B KOCTSIX, CHUXKEHHE CTETIEHN OCTEOMAJISILIVK, YCKOPeHUe
3aKUBJICHUS TIEPEJIOMOB M XUPYPTUIECKOe BOCCTAHOBJICHMUE,
OITHAKO BPaYM JOJKHBI TOHUMATh, YTO MHOTA MOTEHIUATb-
HbIE PUCKU MOTYT MPEBBIIIATH BBHITOIY OT JIEYSHUSI.

Kaunuueckuii cayuaii. Mpl TipeictaBisemM ciydai 25-Jet-
HETro MY>XUUHBI, KOTOPBIi OBbLT TOCTIUTATM3UPOBAH B HAIIIE OT-
JeJIeHne C XajnobaMy Ha BhIpaxeHHble 007M B KocTsx. M3
aHaMHe3a, B Bo3pacTe 3 JieT eMy ObUI IOCTaBJIeH AMarHo3 pa-
XWT, TIO TIOBOMY YE€ro MoJydyas JiedeHue ¢ BUTaMuHOM D u
KanpLueM, 6e3 kimHudeckoro orera. Crycrs 2 roma Obiia
BBITIOJTHEHA XUPYpruveckasi KOppeKUusl BaIbIyCHO nedop-
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Mauuu GenpeHHOI KocTu. B cBs3u ¢ TeM, 4TO HECMOTpS Ha
BBICOKHUE HO3bl BUTAMUHA D, MONIOXUTETHHOTO KIIMHUYECKO-
ro a(pdexTa He oTMeuanock. B Bospacte 12 jeT mamueHTy ObUT
BBICTaBJIEH TUArHO3 BUTAaMUH D-pe3nCTeHTHBIN paxuT U Ha-
3HAYEHO JIEYEHUE KAJbLUTPUOJIOM B 103€ 3 TaOJIETKU B IEHb,
KOTOpPOE COIPOBOXIAIOCh CHIKCHUEM YPOBHSI IIEJIOYHOM
docdarasel ¢ 1144 no 509 ME/a. [IBa roga Hazaa malueHTy
BBICTaBJIEH AMArHO3 MOYEYHBIII MUKPOJIUTHA3 U TIEPEIOM Jie-
BOIi 60JbIIIeOEPIIOBOIT KOCTU. Ha MOMEHT rocnuTaiun3aiuu B
Hallle OTAeJIeHUe y OOJBbHOTO MPU3HAKKU AUCTAPMOHMYHOTO
pas3Butus, poct — 149,4 cM (—4,14 SD), macca tena — 59 kr,
Makporuedanus, cromaroiorndeckas muctpodun u nedopma-
1mst Hor. OH HaXoowIcs Ha TIOCTOSTHHOUW TepaIriy aKTUBHBIM
ButamMuHoMm D B no3e 2 Tabnetku B cyTku. [To naHHBIM J1a060-
PaTOPHBIX TECTOB OTMeYaeTcs CHWXXEHMe YpOBHsS ¢ochopa
(P=2 mr/nn), 25-OH-Butamuna D (19 ur/mn) u 1,25- (OH)
2-eutamuHa D (13,2 nir/mi), mokasaTeau KajblMsl B ChIBO-
POTKe KpOBY M MOY€ B Mpeaesiax HopMbl, mapatropMoH (PTH)
B TIpeesiax HOPMBI, TIOBBIILIEHHBIN YpOBeHb C-KOHIIEBOTO Te-
nornentuaa KojutareHa I tumna (b-CrossLaps). C menbto qua-
THOCTUKYU TUTIOGOChATEMIYECKOTO paxXuTa WCCIIETOBATN
daxrop pocta pubdbpodracto-23 (FGF23) B chiBOopoTKE Kpo-
BM, YPOBEHb KOTOPOTO OKa3aJicsl MOBLINIEHHBIM. K coxaie-
HUIO, TEHETUYEeCKOe TeCTMpOBaHUe TurodochareMnyecKoro
paxuTa He ObUIO TOCTYITHO. YUMTHIBAsI BbIpaKeHHbIE OOIU B
KOCTSIX, TIepesioM 00IblIeOeploBOil KOCTH M HEOOXOIUMOCTh
B ITOCJIEAYIONIEH KOPPEKTUPYIOIIEH OCTEOTOMUHA, Mbl PELLIVIIA
HayaTb JieueHUe ¢ 3jeMeHTapHoro d¢ocdopa B TeueHUe
9—12 mec, He MeHee 3—6 Mec 10 ornepaiiuu. Teparnus IpoBo-
JIUTCSI TIONT CTPOTUM KOHTPOJIEM YPOBHST KATBITHS B CHIBOPOTKE
KpOBU U MOYe, a TakkKe Imoka3zaTeseit hochopa, KpeaTHHWHA,
meouHoi ocdartazsl 1 PTH chIBOpOTKYM KPOBU.

BoiBoas. KitoueBbIM MOMEHTOM B TaHHOM CJIydae sIBJIsI-
€TCsl O3IHSISI AMarHocTrKa runodochaTeMUIecKoro paxmra.
OCHOBHOI 3a/1aueii B IEYEHUU STOTO MALMEHTA SIBJISIETCS MU-
HUMU3UPOBATh PUCK KOMOMHUPOBAHHOI'O JIEUEHUSI C KAJIbLIU-
Tpuona u ¢ocdopa, IpUHUMas BO BHUMaHUE TOT (hakT, UTO
BBICTaBJIEH TUATHO3 HeporuTras.

KJIIOYEBBIE CJIOBA
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Introduction. Since introduction of IFN-B1b for treatment
of multiple sclerosis (MS), it was identified that beta interferon-
1b can induce multiple alterations in thyroid function; though
thyroid dysfunction is generally subclinical and often transient.
The frequency of biological thyroid dysfunction has been
studied in patients treated with IFN-1b and was evaluated
between 8.3 and 33%. On the other hand, autoimmune thyroid
disease, as well as other autoimmune diseases, can occur in MS
patients not receiving interferon-f therapy. It is unclear
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